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DOoHJ| OLIEHOYHBIX CPENICTB MO AUcHUILIHHE «[IpobiieMbl ATnIeMHONIOT Ui TI0 HarpaBiieHuto moarorosku 06.04.01
«buomnorus» ®I'BOY BO «Uenl'¥»

cTp. 2

N3yuenue

1. IMACHOPT ®OHJIA OHEHOYHbBIX CPEACTB
Hanpasnenue noarorosku: 06.04.01 Buosorus

Hampasnennocts (mpodunm): PanuanimonHast OMOI0THs, TEHETHKA
Hucuumnuna: [podJieMbl 311H1eMHO0JIOTHH

CeMecTpbl U3y4YeHHUs: 2
dopma IpOMEKyTOUHOM aTTecTaluu: 3a4eT

2. IEPEYEHb ®OPMUPYEMbBIX KOMIIETEHLIUIA
2.1. KomneTreHIum, 3aKpensieHHbIe 32 TUCHUTITHHOI

JAUCLUITIIMHBI

«IIpobJeMbl

(hOpMHUPOBAHHE CIICTYIOIINX KOMIICTCHIIUN:

IMUACMHUOJIOTHN»

HalpaBICHO  Ha

Konpr Coneprxanue K Ilepedens ruIaHupyeMBbIX
KOMIIETEHLIUH KOMIIETEHLIMH COrIacHO OABLH COCPAANHC PE3yJIbTaToOB 00Y4EHUsI 110
(mo ®I'0C) dIoC HHIMKATOPOB JUCIUTLINHE
I1K-1 Criocoben [1K-1.1. cnions3yer 3HaTh:
HCII0JIb30BaTh 3HAHUE 0a30BbI€ IPUHIUIIBI Jnst noctrxenus 11K-1.1.
HOPMAaTHBHBIX IUTAHUPOBAHUS HAYYHBIX | 3HATh: THUIIbI KIMHMYECKUX
JOKYMEHTOB, UCCIIEIOBAHMI M IpaBMjIa | MCCIIEIOBAaHMI, JJAOOPATOPHBIE
periaMeHTUPYIOLINX TEXHUKU 0€30I1aCHOCTU U UHCTPYMEHTaJIbHbIE
OpraHMU3aLUI0 pu padoTe ¢ UCCIIEIOBaHMS,
IIPOBE/IEHUS HAyYHO- HCCIIe/I0BATENLCKON JTUArHOCTUYECKUE KPUTEPUH.
HCCIIEI0BATENbCKUX anmnapaTrypoi B Juns noctmwxenns [1K-1.3.
padoT 1JIst pyKOBOZICTBA | COOTBETCTBUMU C 3HATh: OCHOBHBIE PUHIIMIIBI U
paboYMM KOJJIEKTHBOM | HAIPaBJICHHOCTBIO METOJI0JIOTUYECKUE TIOXObI
u obecrieyeHus: Mep (mpoduiiem) mporpaMmbl | SMUIAEMHUOTIOTHYECKUX
MIPOM3BOACTBEHHOM MarucTparypsl. UCCIIEIOBAaHUM.
0e3011acHOCTH I1K-1.3. [Inanupyet Ymers:
OpraHu3alMIo U Jns moctmxenus I1K-1.3.
MIPOBE/ICHHE HAYYHBIX YMETh: aHAJIM3UPOBATh CHIIbHBIC
HCCIIEIOBaHUM 110 U cyiabble CTOPOHBI pa3HbIX
aKTyaJIbHBIM THUIIOB 3MHJIEMHOIOTNYECKHX
OMOMEIUIITHCKUM UCCIIEI0BaHMI; TOI0MpaTh
npoOieMam. ONTUMATBHBIA METOJ]
AMHAIEMUOTIOTUIECKOTO
UCCIIEIOBAaHMSI UCXO/1S U3
0COOEHHOCTEH HCclieyeMoi
IPYIIIbI, U3y4aeMOn
XapaKTePUCTHKH,
BO3MOXKHOCTEH HCCIeIoBaTes.
Baagers:
Jns noctmxenns [TK-1.1.
BJIaJIETh: HABBIKAMM aHAJIN32
AMUJEMUOTIOTUYECKUX
UCCJIEJOBAaHMI 110 BEIOPAaHHOM
TEME.
[1K-2 Cnocoben ITK-2.1. Umeer 3HaTh:
HCITOJIE30BAaTh B MIpeICTaBlICHUE 00 Jnst noctmkenus [1K-2.1.
HAY4YHOH U OCHOBHBIX 3HaTh: COBPEMEHHbBIE
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MIPOU3BOJICTBEHHO-
TEXHOJIOTNYECKON

JeATeIBHOCTH 3HAHUS
(byHIaMEHTAIBHBIX U

HKCTIEPUMEHTAIBHBIX U
JMAarHOCTUYECKUX
METOJIaX PauoONOIOTUH
1 OMOPH3HUKH.

npukiIaaaeix pasaenos | [1K-2.3. Beibupaer

PaaNOOHOIOTHYECKIX | OOBEKT HAYYHOTO

JMCIHTUTIH UCCIICIOBAaHUS U
UCIIOJIb3YET
COBPEMEHHBIC

onoduznveckue, MeIMKO-
OMOJIOrMYECKHE METOIBI

Mozeneit no3a-3hdekr.

BO3MOXKHOCTH T€HETUUYECKON

SIUICMHOJIOI'NH, ITIO3BOJIAIOIINC
OLICHUTH BKJIa[ TCHETHYSCKOH 1

CpPEAOBO KOMIIOHEHTHI B
pa3BHUTHE 3a00JICBAHUH.
Ymersb:

Jlns noctkenus 1TK-2.3.
yMETh: IOJJOUpaTh
ONITUMAIILHBIA METOT
WCCIICIOBaHUS IS
YCTaHOBJICHHS IIPHYUHHO-

HCCIIeIOBAHUSI. CJICJICTBEHHBIX CBSI3EH U
[1K-2.4. [Ipumenser: 9THOJIOTUY Pa3BUTHS
METOJIBI 3a00J1€BaHU.
MaTeMaTH4eCKOTo Baaners:

aHaJIM3a, METOJIbI Jlna noctmkenus [1K-2.4.
CTaTUCTHYECKOU BJIQJICTh. HABBIKAMU
00paboTKH pe3yabTaTOB MPEJCTaBICHUS PE3yIbTaTOB
HaOII0ICHUH, METOIbI HAYYHO-HMCCIIEI0BATEIbCKIX
TJTAHUPOBAHUS paboT, OIEHUBAIOIINX
IKCIIEPUMECHTA; TCHETHYCECKUN KOMIIOHEHT H
MIPUHIIMITBI TOCTPOCHUS BJIMSTHUE CPE/Ibl B PA3BUTHH
MaTeMaTUICCKUX HACJIeJIOBAaHUH Pa3TMUHBIX

3a00JIEBAaHUIA.

3. COAEP/) KAHUE OHEHOYHBIX CPEACTB IO AUCHUIIJIMHE

3.1 Buabl O11eHOYHBIX CPEICTB

HaunmeHnoBanue
HaunmenoBanue OLEHOTHONO
No Kon OLIEHOYHOI'O I
Kontpomupyembie Tembl/ CpeACTBa HA
n/ KOMITETCHITUH/TITTAHUPY €MbI CpeacTBa s .
pas3zesnbl MIPOMEKYTOYHOM
I € pe3yJIbTaThl O0y4YCHUS TEKYILEro
arrectanuu No
KOHTPOJISI
3aIaHus
IIK-1 1. Brenenue B YerHbii onpoc. | Borpocs! k
1 3HaTh: 3MUIEMHUOJIOTHIO. PedeparuBabie | 3aueTyNe 1-9.
Jnsa noctuxenus I1IK-1.1. | 2. OcHoBHBIE THITEI COOOIIEHHSL.
3HaThb:. TUIIbI KIMHHUYCCKHUX SMUAIEMHOJIOTHYECKUX
HUCCJICIOBAHUH, HUCCIIECIOBAaHUN.
1abopaTopHbIe U
WHCTPYMEHTAJIbHBIE
HCCIICIOBAHMUS,

JTIMArHOCTUYCCKUE KPUTCPHH.
Jns moctmxenns T1K-1.3.
3HATh: OCHOBHBIC TIPUHITUIIBI
A METOLOJIOTHYECKIE
[IOJIXOJIbI
SIUAEMHUOJIOTHYECKUX
HCCJICIOBAHMI.

YMmerth:

Jns noctmxkenns [1K-1.3.
YMETh: aHAJTU3UPOBATh
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CUJIbHBIE U CJ1a0ble CTOPOHBI
Pa3HBIX THIIOB
SIMHUAEMHUOJIOTHYECKUX
HCCJIeI0BaHM; TOI0MpaTh
ONTHUMAIBHBIA METO/
SIUIEMUOIOTHYECKOTO
HCCIIEIOBaHUS UCXOOS U3
0COOEHHOCTEH nccieayeMon
TPYIIIBI, U3y9aeMOM
XapaKTEPUCTHKH,
BO3MOIKHOCTEH
HACCIEN0BATENS.

Baagern:

Hns noctmxenus [1K-1.1.
BJIAJETh: HaBBIKAMH aHAJIN3a
SIMHUAEMHUOJIOTHYECKUX
HCCIIEIOBAHUM 1O
BBIOpAHHOM TEME.

TIK-2 1. OcHOBHEIE TUIIBI | Y CTHBIN ONPOC. | BOMpOCH K

Host noctvkenus [K-2.1. HCCIICIOBAHUIA. COO0LICHUSI.
3HATh: COBPEMCHHBIE 2 Teneraeckas
BO3MOYKHOCTH T'€HETHUECKOM
STHJIEMHOJIOTHH,
MO3BOJIAIOIINE OLIEHUTh
BKJIaJ] TEHETUYECKON U
CpenoBOM KOMIIOHEHTHI B
pa3BuUTHE 3a00JIEBaHUI.

2 | Ymern:

Jns noctmxenns [TK-2.3.
yMETb: MOAOUpaTh
ONTHUMAIBLHBIA METO
WCCIICTOBAHHUS JIJIs
yCTaHOBIIEHUS IPUIHHHO-
CIIEJICTBEHHBIX CBSI3EH U
STUOJIOTUH PA3BUTHS
3a00J1eBaHUH.

Baanern:

Jns noctmxenwns [1K-2.4.
BJIQ/ICTh: HaBBIKAMU
MPEJICTABICHUS PE3yIbTaTOB
HAYYHO-HCCIIEIOBATEIbCKIX
paboT, OIEHUBAIOIITNX
TCHETHYECKUY KOMIIOHCHT U
BIIUSTHUE CPEJIBI B PA3BUTHH U
HACJICIOBAaHUH Pa3TMUHBIX
3a00IeBaHU.

OIMUACMHUOJIOTUA.

3HaTh: AMUACMHOIOTHUYSCKHUX Pedeparusnubie | 3aueryNe 10-20

Ilpumeyanue: munosvie 3a0aHus, Kpumepuu u noKazamenu OYEHUBAHUSL 8 PAMKAX
meKywe20 KOHMpOJisl NpedCmaesieHvl 8 pabouell npoepamme OUCYUNIUHbL (Mooyas). Iloanvle

KOMNJIEKMbl OYEHOUHbIX CPEOCME U KOHMPOIbHO-USMEPUMETbHBIX MAMEPUANO8 XPAHAMCSL
Kageope.

3.2 Conep:xkanue OEHOYHBIX CPEICTB

Ha

OL[GHO‘IHI:IG cpeacrBa HpOMG)KyTO‘IHOfI arrecrauu  MpCACTaBJICHBI IICPCHHEM

BOITPOCOB [JIA 3a4€Ta.
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TeopeanecRne BOIIPOCHI K 3a4€Ty «HpOﬁJ’IeMBI IMUACMHUOJIOTHN»

1. BBenenue B 3n1M1eMH0JI0THIO. I/ICTOpI/Iﬂ Pa3sBUTUSA INTUACEMHUOJIOTHH.

OtBer: Baxnoii 3amadyeld B OMOJOTHH SBJISETCS MpoOJeMa IMONYy4EHHUS JTOCTOBEPHBIX
pe3yabTaToB B uccienoBaHusx. Vcrounuku: 1) McecnenoBanus Ha OMOJOTMYECKUX OOBEKTAX
(MHKpPOOpPTraHU3MBI, PACTEHHS, )KUBOTHBIEC) — HAOIOJICHUS M IKCIIEpPUMEHTHIL. 2) MccnenoBanus
Ha JIFOAAX — SIUAEMHOJIOTMYECKHAE UCCIIEOBAHMS U DKCIIEPUMEHTBI.

ONuaeMuoaorus — HaykKa O 3aKOHOMEPHOCTSAX BO3HUKHOBEHUS, pPaCIpPOCTPaHEHUs U
Te4eHus 00Jie3HEH, BBIABIISIEMBIX MPU MOMYJISIIMOHHBIX UCCIIEI0BaHUSIX.

OnuaeMuoNorusi — Hayka 00 OOBEKTHBHBIX 3aKOHOMEPHOCTSX, JIEKAIIUX B OCHOBE
BO3HUKHOBEHHUS, PpACHpPOCTPAHEHUS M  MpeKpauieHus UHQPEKIUMOHHBbIX Oose3Hell B
YeJI0BEYECKOM KOJUIEKTHBE U METOJIaX MPOPMIAKTUKY U JTUKBUIAALNHU 3TUX OOJIE3HEH.

OnuaeMnosIorus Ha COBpEMEHHOM 3Talle OJHOBPEMEHHO PaCCMaTPUBAETCS KaK:

1. ocoOplii moAXoJ K HM3y4yeHHIO OOJe3HEH C NPUMEHEHHUEM TEOPUU BEPOSTHOCTH,
CTaTUCTHKH U CHIENN(UISCKAX METOIOB ITPOBEACHNUS HAYYHBIX YKCIIEPHMEHTOB;

2. MeToj, ¢ MOMOIIBIO KOTOPOTO0 MOXKHO YCTAHOBUTbH INPUYMHHO-CJIEICTBEHHBIE CBS3H
MyTeM MPOBEPKH THUIOTE3 O NPUYMHAX BO3HUKHOBEHHsI OOle3Hed U crmocobax ux
IIPEXYNPEKACHNUS;

3. MHCTPYMEHT Ui NPUHATHS YIPABICHYCCKUX pEIIeHHH B cdepe 0OIecTBEHHOTO
3paBOOXPAHEHUS, OCHOBAHHBIM HA HAayYHBIX JAaHHBIX U BCKPBITHIX INPUYMHHO-CIEICTBEHHBIX
CBSI35IX.

4. WHCTPYMEHT Uil OUEHKH d((PEKTUBHOCTH BMEUIATENbCTB (IMArHOCTHUYECKUX
TECTOB, JIEUEOHBIX TEXHOJOTUN, MEPONPUATUI 10 OXPaHE 3/10pPOBbA U T.I1.).

5. MeToj, ¢ MOMOIIBIO KOTOPOTO0 MOXKHO YCTAHOBUTH NMPUYHMHHO-CIIEJCTBEHHBIE CBSA3H
MeX/1y BO3AEUCTBUSIMU (DAKTOPOB Pa3HOM MPUPOABI M pa3IUYHBIMU d3PPEKTaMu B HOMYJISILINH.

Eme B apeBHOCTM BO3HHUKIM JBE€ TEOpUM pa3BuUTHUd snuaemuu. Ilepsas Tteopus,
BbIBUHyTass [unmokpaToM, mpexanosaraja, 4YTO  NPUYMHOM  DNMAEMUN  ABIIAETCA
IIPOHUKHOBEHUE B OPIraHU3M JIIOJEH HEKHX BEUIECTB — MHMAa3MOB, HaXOJSIIMXCA B KOCMOCE
WIM B IIOYBE, B YACTHOCTH, B OOJOTHUCTBIX MecTaxX. COrjlacHO 3TOMY IpPEJICTaBICHHMIO,
BJIBIXaHUE MHA3M OOJBIIMM KOJMYECTBOM JIFOJEH MPUBOJUT K BO3HUKHOBEHHIO MacCOBOI
3aboneBaeMocTd. BTopas Teopus mpeamnoiaraia, YTO NPUYMHOM pa3sBUTHS SHHIEMHMA
SIBJIIETCS PACIpPOCTPAHEHUE CPEOu JIOJeH >KUBOTO OOJE3HETBOPHOTO AareHra. Ty TOYKY
3peHus BbIckaszan Benuuaimuii uinocod I'peruu Apucrorens (IV B. 10 H. 3.), B nanbHeIIeM
OHa Hamuia nocienoBareneid B Jpesaem Pume. Mapk Tepenmnuit Bappon (116-27 rr. g0 H. 3.).
B TeueHwe pgonroro BpeMEHM OCHOBHOM 3ajadyeld dSMUIEMHONIOTHM OBUIO HM3ydYeHHE
ungexyuonnvix sabonesanuu. Bo Bpems snudemuii 4acTora 0c000 3apa3HbIX WH(EKIIMOHHBIX
3a0o0JeBaHUN pe3KOo Bo3pacTaja. BhIIO 3aMeyeHo, 4TO JIIOJM, MOOBIBAaBIIME B KOHTAKTE C
00JbHBIMU, OOBIYHO 3apakalluCh, HO BBI3JOPOBEB, PEAKO 3a00JieBaJM MOBTOPHO. ATHU
SMHUIEMHOJIOTUYECKHEe HAONIOJIEHUs] JIETIM B OCHOBY TEOpUH  KOHTaruo3HOCTH U
HEBOCIPUHUMYHMBOCTH K HHOQEKIHH - U cTanu SPQPEKTUBHBIM CPEACTBOM NPOGUIaAKTUKU
MH(EKIMOHHBIX 3200J€BaHUH elle 10 OTKPHITUS MUKPOOPTaHM3MOB U MEXaHU3MOB UMMYHHOU
3amuThl. B mocnenHnue roxapl, ocobeHHo ¢ 20-ro Beka, 3aJauaMy SMHAWMHUOJIOTUU CTallu
HeHMH(EKIIOHHbIE 3a00JIeBaHUs (HANpUMep, MIUPOKO HCCIEAYETCS SMUAEMHOJIOTHS CepIeuHO-
COCYIUCTBIX 3a00J1€BaHU, OHKOJIOTHYECKHUX ).

1. TlepBble onucaHus ANHUIEMHNA IPUBEIEHBI B ICTOPUYECKUX COUYMHEHUX. «OTen
ucropun» ['eponor; ®ykunun B «Mcropuu [lemononecckoit BoHbD»; ['asieH u ap.

2. Counnenusix ['mmmokpara (460—377 rr. 10 H.3.) «CeMb KHHT 00 SITHIEMHSIXY.

3. B anoxy Bo3poskaeHnst KoHTarkno3Hasi TuIoTesa noJlyuuia pa3BuTHe.

4. Bronnots 1o XIX Beka 3UIeMUOIOTHYECKUE UCCIEA0BAHNSI HOCUIINA OIMCATENLHBIA

XapakTep M OCHOBBIBAINCh HAa SIU30JUUYECKUX HAOIIOAEHUAX 32  OTIAEIbHBIMHU
SMUIEMUSIMHU.
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5. ®opmupoBanne B XIX Beke MEOUIMHCKOM  CTATUCTHKH, OTpayKarolleil
3a005IeBa€MOCTh M CMEpPTHOCTh HAceJIeHHs B KOJIMYECTBEHHBIX I[IOKA3aTeNsX, CTalo
CYIIECTBEHHBIM (PAKTOPOM B Pa3BUTHH STUIEMHUOIOTHH.

6. Ha HOBOIi HayuyHOIl M METOJIOJIOTMYECKOl OCHOBE SIMUJEMHUOJIOTUS BO3POAMIACH B
nepBoii monoBuHe XX Beka mnpu ywactuu J.K. 3abomorHoro (1866—1929), JLB.
I'pomamesckoro (1887-1979), B.A. bamenuna (1882-1978) u E.H. ITaBnoBckoro.

7. JI.K. 3a0070THBIH CTal OCHOBOIIOJIOKHUKOM  COBETCKOM  SIHJIEMHOJIOTHH,
MHUIUATOPOM OTKPBITHUS MEPBOM B MUpe Kadeapsl dnuaeMuoaoruu B OJIeCCKOM MEeIULIUHCKOM
uncruryte  (1920), aBTOpOM  TEpPBOrO  OTEYECTBEHHOTO  pPYKOBOJACTBA  «OCHOBBI
SMUJIEMHUOIOTUI.

2. Tunbl KIMHAYECKHX HcciaeoBaHuii. O0cepBalHOHHBIE H IKCIIEPUMEH-
TaJibHbIE HccliefoBaHNs. bose3ns U quarnos.

OtBet: OCHOBHBIE THITBI AITUIEMHUOJIOTHYECKUX HcclenoBanuii: 1)O0cepBainoHHOE
uccienoBaHue (uccieqoBaHue 0e3 mpeHaMepeHHOTI0 BMEIIATEIbCTBA CO CTOPOHBI
HCCIIeIOBATEIsA):

OmnwucarenpsHoe. AHanUTHYEeCKOe (HamOoJiee M3BECTHBIMHU SBIISIOTCS OJHOMOMEHTHOE,
KOTOPTHOE W HUCCIEeOBaHHe THUMA 'Cy4aii—KOHTPOIb"). 2)IKCIeprUMEeHTaIbHOE HCCie10Ba-
HUE — CPaBHUTEJIbHOE HCCIIEJOBAaHHE IPU IPEIHAMEPEHHOM BMEILIATEIbCTBE B OJHY U3 MC-
CJIeIyeMbIX Ipynn (paHI0MU3UPOBAHHBIN KIMHUYECKUN SKCIIEPUMEHT).

Bose 3up (7aT. morbus) — 3TO COCTOSIHHWE OpraHW3Ma, BBIPAXKEHHOE B HAPYIICHUHU €T0
HOPMaJbHOW JKU3HENEATENIbHOCTH, MPOJOJDKUTEIIBHOCTH JKM3HH, M €ro CHOCOOHOCTH
MOJJIEP)KUBATh CBOW TOMeEOCTa3. SIBIsETCsS CleICTBUEM OIPaHMYEHHBIX HIHEPreTHUUYECKUX U
(YHKIIMOHATBHBIX BO3MOXKHOCTEH JKMUBOM CHCTEMBI B MPOTHUBOIOCTABICHUU TMATOT€HHBIM
¢baxTopam.

3/10pOBbE — 3TO COCTOSIHME TOJHOTO (PU3MYECKOrO, MCUXMYECKOTO M COLMATbHOTO
OJ1aromnoiiyuus, a He TOJbKO OTCYTCTBUE OoJie3Hel uiu pusndeckux JeeKToB (U3 mpeaMOyJibl
BO3), 6uonornyeckas MOJHOLEHHOCTh TPyJocnocoOHOro mHaAMBHAyymMa. Hopma 310poBbs -
ONTUMAJIbHOE COCTOSHUE >KUBOW CHUCTEMBI, NPU KOTOPOM OOECIEeUMBaETCs MaKCHUMallbHas
alalTUBHOCTD, T.€. IPUCIIOCOOJIIEMOCTh K YCIOBUSAM JKU3HHU.

IIpenGone3Hp — nepexos OT 370POBbsI K O0JIE3HH.

bonesnp - HapymeHueM ¢(yHKIUE U MOpP(OJOTHMUECKUX CTPYKTYp OpraHus3Ma,
perynsuun pyHKIHUHA 1 )KU3HEIES TeTbHOCTH.

KnuHnyeckass cmepTe — OpraHu3M IEpPEXOAUT B  COCTOSHME MHHHMAaJIbHOM
KU3HEIESATENIbHOCTH,  YTO  TIO3BOJIIET  TOBOPUTH 00  OTHOCUTEIBHOHM  CMEpTH,

MPOJIOJKUTENFHOCTh KOTOPOM MOXKET OBITh HE Ooniee 5S—6 MUHYT.

buonornueckas cMepTh - HEOOpaTUMOE MPEKPAIICHNUE KU3HEACSITSIIBHOCTH OpraHu3Ma
Y OCTaHOBKA BCeX (PH3UOIOTUYECKUX MPOIIECCOB.

Jlnaruo3 - MEAMIIMHCKOE 3aKJIIOUYEHHE O COCTOSIHHH 370POBbS 00CIEIyeMOro, a TakkKe
CYIIHOCTH OOJIE3HM W COCTOSHHHM TAIlMEHTa, BBIPAKEHHOE B TPHUHITOM MEIUIIMHCKON
TEPMHUHOJIOTUM M OCHOBAaHHOE Ha BCECTOPOHHEM CHUCTEMAaTHUYECKOM HM3YUYECHHMM IAl[MEHTA.
[Ipouiecc ycTaHOBIEHHMS HArHo3a HA3bIBACTCS AMArHOCTUKOW. [lepBOHauYanbHBIA JUArHo3
MOXKET OKa3aTbCsi OIIMOOYHBIM; JOMOJHUTEILHOE OOCIEOBAHUE CHUXKAET BEPOSITHOCTh
OIIMOKHU TUArHOCTUKH.

3. JlabopaTopHble H HHCTPYMEHTA/IbHBIE Hcce0BaHus. JJuarnocTuyeckue

KpHUTepHUH.
OtBet: CuMnITOMBI 60JI€3HEN U pe3yIbTAaThl UCCIICIOBAHUI:
1) CyOBeKTUBHBIE CHUMIITOMBI - 3TO OOYCJIOBJIEHHBIE 3a00J€BaHUEM OIIYIICHHS

HCCICaAyeMOro, Hanmpumep, 60.]15, TOHIHOTA, MOBBINICHHAA YTOMIIACMOCTD. KOHG‘IHO, CHUMIITOMBI
MOTYT OINYIIATHCA U OIIMCBIBATHCA IMO-PA3HOMY pa3HbIMU JIFOABMHU UJIW OAHUM H TEM KC
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YeJI0OBEKOM, HO B pa3IM4YHBIX cHTyauusx. Ha TOYHOCTH omnucaHus CyOBbEKTUBHON
CUMIITOMATUKHU BJIUAET UHCTPYMEHT, KOTOPBIM OOBIYHO COOMPAIOTCS NaHHbIC; Ul YIy4IlIEeHUS
BOIPOMU3BOJUMOTH PE3YJIbTAaTOB OBLIN Pa3pabOTaHbl CTAHJAPTH30BAHHBIE METOJIbI HHTEPBBIO U
BONPOCHUKU. Ha BbIBIEHHE CUMITOMOB BO BPEMsI MHTEPBBIO BIIUSET, OJHAKO, HE TOJIKO
(bopMyIHpOBKa BOIIPOCOB, HO TAK)KE CaM MHTEPBBIOEP U 0OCTAHOBKA IIPH OMPOCE.

2) OOBEKTUBHBIE CHMITOMBI - 3TO IPOSBIECHUS 3a00J€BaHUSA, KOTOPbIE  MOJKET
HaOmonate obcnemyromee Juio (0OBIYHO Bpay), HampuMep, Cbllb WM OTeK. Ha
MOJITBEPK/ICHUE IPU3HAKOB BIMSIET CYyOBEKTUBHOE CYXKAEHUE OAHOT0 HccienoBaress (UiIu
HECKOJIbKUX HuccienoBaresneii). Takas cyObEKTUBHOCTb IMPHUCYLIA pe3ysibTaTaM, M0IydaeMbIX
IIPU ayCKYJIbTAlMK (BBICITYIIMBAHUM) CEp/La U JIETKUX WIN IPU Majablaluy (IIPOILYTIbIBAHIH)
opranoB OpromHoinonocT. OHa  OoTMeuaercs TaKXe€ B  PEHTICHOTrpapUuecKuX
UCCIEOBAHUIX,  BKIIOYAIONIMX  MHTEPIPETAllI0  PEHTTEHOBCKOI'O  CHUMKA, U B
Mop(dooruueckom uccie0BaHun TKaHel. TOYHOCTh TaKuX 00CIeIOBaHUM 3aBUCUT OT
CTENEH! COrIaCOBAaHHOCTHU JNEUCTBUH  pasIMUHBIX  HccleqoBaTene  (MEXIMYHOCTHAs
M3MEHUYUBOCTb) U OT COIIACOBAHHOCTHU Pa3IMUHBIX UCCIEAOBAHUN, IPOBOAAIIUXCS OJHUM
JULOM (BHYTPHIIMYHOCTHAS U3MEHYUBOCTH ).

3)[lon  pesynpraTamu  J1aOOPATOPHBIX U  MHCTPYMEHTAJbHBIX  HCCIEIOBaHUN
MOHUMAIOTCSI 37ECh MPOSBICHUS, KOTOpble (HUKCHPYIOTCS NPHOOPOM H, 3HAYHUT, MEHbIIE
3aBUCAT OT CYOBEKTHUBHBIX CYXICHMH oOcinenyemoro wmiu oOcnenyrouiero. Hampumep,
OMOXMMHUYECKHE aHAJHM3bl KPOBU YaCTO BBHIMOJIHSIOTCS aBTOMATHYECKHMHU aHalU3aTopaMu, 0e3
y4yacTus 4eJIOBEKa.

4) lnarnoctuueckue kputrepu. s (HopMylIMpOBKHM JHAarHOCTUYECKUX KpPUTEPHEB,
T.€., YCIOBHUH, KOTOpPbIE JOJDKHBI BBINOJHATHCA JUI MOCTAHOBKHM JIMArHo3a, MCIOJIb3YHOTCS
MposBiieHUs! (CyObEKTHUBHBIE U OOBEKTUBHBIE CHMIITOMBI W PE3YyJbTaThl HCCIEIOBaHUIL),
CUUTAIOIMECS XapaKTEPHBIMHU ISl JAHHOTO 3200JI€BaHUS.

4. OcHOBHbIe THNBI JIMHAEMHOJOTHYECKHX HccaenoBaHuil. Kaaccupuxauus.
IpuynHHO-CIeICTBEHHBbIE CBA3U. JTHOJIOTHS.

OtBer:  DNHUIEMHOJIOTHYECKHE  HCCICNOBaHHUS  OOBIYHO  OCHOBBIBAIOTCS  Ha
YCTQHOBJICHHOM JuarHo3e. Ilpu mMoONbITKE OLEHUTh WM TOBBICUTH JOCTOBEPHOCTb
JMAarHOCTHKH CJIeTyeT YUYUTHIBATh CIIEAyIone (HakTOphI:

1. CyObexkTuBHbIE M OOBEKTHBHBIE CHUMIITOMBI W pe3yiabTaThl HccienoBaHuil. Ha
pe3ynabTaThl BIUSAIOT CYOBEKTHBHBIC OMIYIICHUS TAalWeHTa (CUMIITOMBI) H  CYXXICHHS
uccrnenoBatens  (MpU3HAKM), a  TaKKe  TOYHOCTb  NPOBENEHHUS  HCCIICIOBAHUIA.
Bocnipon3BOMMOCT  MOXHO 3a4acTyl0 YIYYIIMTH IyTeM CTaHAAPTH3AIHUU TPOLEAYP
o0cie1oBaHMs U KacCcu(pUKaIHii.

2. JlmarHOCTHYECKHE KpUTepUH. BBIOOp AMarHOCTHYECKMX KPUTEPUEB BIMSET Ha
BEPOSTHOCTh, C KOTOPOW HE MMEIOIIME TAaHHOTO 3a00JIeBaHMS JIMLA KIACCH(PHUIUPYIOTCS Kak
UMeroIure ero, ¥ HaoOopoT. [yt MHOTHX OoJNe3He YeTKO OompereNieHHbIE THarHOCTHYECKUE
KPUTEPUH OTCYTCTBYIOT.

3. Kmaccuduranms Oonesneir. Cucrema KiaccH(UKAIM HWMEET COIYTCTBYIOIINE
3a00JeBaHUs U CIeLUalbHble PyOpPHKH Ui 0003HAUEHUS SCHBIX, HESICHBIX U HEYTOYHEHHBIX
CITy4aes.

C 1948 roma Bcemupnas opranusanus 3apaBooxpadeHuss (BO3) mybnukyer
NEpUOIMYEecKl OOHOBIsIeMyl0 MexyHapoaHyto kinaccudukanuio 6onesneir (MKB). MKb
Hecsitoro nepecmorpa (MKB-10), omyonukoBannas B 1992 r., BkimoyaeT 21 OCHOBHOM Kitace
3a00JIeBaHUH.

OcHOBHas 3ajavya aHAJUTHYECKOW OSIHIEMHOJIOTUM — OIEHKAa BEPOSITHOCTH CBSI3U
MEXIy OCOOCHHOCTHIO OpraHM3Ma WM BO3JIEHCTBHEM Ha HEro ((pakTopom) U 3a00JIeBaHUEM.
B3auMocCBsI3u  MeXIy MHOKECTBOM (PAKTOPOB, IEHCTBYIONIMX B pPEaTbHBIX YCIOBHUSX,
MHOTOMEPHBI U Pa3HOOOPA3HBI, HE IPUXOIUTCS HAAEATHCS, YTO 3200JI€BAEMOCTh yIacTCs
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CTaH/IapTU30BaTh B OTHOLIEHUH BCEX HEAHAIU3UPYEMBIX BO3/ICHCTBUN.

Dtuonorus — npeacTaBiseT co0oil HayKy o (akTopax BHEUIHEH W BHYTPEHHEW Cpelibl,
WUTPAIOIIUX pPOJb B BO3HUKHOBEHMHM MaTOJOTMYECKHX MpoleccoB. Omnpeaenser NpPUYUHBI
MaToJIOTUU. MEeTOabl SMUAEMUOJIOTUM HAlpaBJIeHbl HA YCTAHOBKY MPUYMHHO-CIIEICTBEHHBIX
CBSI3CH TyTEM MPOBEPKH THIOTE3 O NPUYMHAX BO3HHKHOBEHHsI OOJE3HEH W crmocofax uX
MIPEAYIPEHKACHHUSL.

5. ®akTopbl BOSHMKHOBEHUS PA3JIMYHBIX TUIIOB 3200/1eBaHMIA.

OtBer: Omnmcanue ABISETCA NEPBBIM ATAlOM JIOOOTO SMUAEMHUOJIOTHYECKOTO
WCCIeAOBaHUS W JaeT OTBET Ha Bompockl "kTo?", "rme?" m "korma?" 3abosen. BrelaBisroTcs
BPEMEHHBIE TeHJICHIIMH 3a00JIEBAEMOCTH, C€30HHOCTH ("'korma?"), pacnpeneneHne 3a00IeBIINX
M0 MECTY XKUTENIbCTBA, POXKIEHUs, paObOThl, MOMyuyeHuss MeauuuHckux yceuyr ("rae?"), moiy,
BO3pAaCTy, HAIIMOHAJILHOCTH, CEMEMHOMY M COLIUATIbHO-PKOHOMHUYECKOMY TOI0XKeHUI0 ("KT0?")
u 1.11. OHAKO, 4TOOBI OTBETUTH Ha BOIPOC "MmoueMy?", OJJHOTO OMHMCAHUS YK€ HEeIOCTATOYHO.
[IpoBogsTcs uccnenoBanus: 1. @akrop Bo3aeicTBus. 2. MeauuuHcKue o0cne1oBaHusl. 3.
CrarucTHUecKuii aHaIu3

DK30reHHble  (PaKTOphI
OMOJIOTHYECKHE.

JNEeUCTBUSI HA JIIOJIEH — XUMHYECKHe, (U3HUYECKHeE,

SATPHA3IHEHME

— duanuecxkoe | ’—-lxuuuqecxoe 1 1 6vionormuecxce]

BaxnasiMu TaKXKEC SABIIAKOTCA

- CHAB

HUCCICa0BaHUA

reorpauyecKux, COIHaTbHO-3KOHOMHUYECKHUX (aKTOPOB.

6. le/lH].[I/Il'lLI OHCHKH U MOBBINICHUA TOCTOBEPHOCTH SIMMUICMHUOJIOIHIECCKOT0

HCCJICA0OBAHUSA.

OHJOI'CHHBIX

oMoTHMMECKOa
4 Tennoesoe I 1 aspoaonu a (6norennce)
KHMEMMMHECKMMS MHUKPOGMO o —
piuysoBoe et seecrTea rayecKoe
InexKTpo- | THXEntIa reHvan
MArHMITHOS MeTannbl MHXEeHEPKA
- caeTOBOS ]l MECTHMUMOLE
paamoakTueHoef B unacrmaccoel

OtBeT: D(PPeKTUBHOCTH PEIICHHS 3a/1a4 SMTUAEMUOJIOTHIECKUX NCCIIETOBAHMI
ONPEACIISIETCS, BO-TIEPBBIX, JOCTOBEPHOCTHIO MOJIYYEHHBIX PE3YIBTATOB; BO-BTOPBIX,

(reneruueckue),

BO3MO’KHOCTBIO BBISIBIICHHSI PEAIBHO CYIIECTBYIOIINX IPUYNHHBIX 3aBUCUMOCTEN; B-TPETBUX,
HaVMEHBIIMMHU 3aTpaTaMHi BPEMEHU U MUHUMAJIbHOW CTOMMOCTBIO ITOIyYE€HHBIX PE3YJIBTATOB.
Bo3nukHOBeHHE OIIMOOK B AMHIEMUOJIOTMYECKUX UCCIIE0OBAHUSX Yallle BCErO CBSA3aHO C TEM,
YTO SMUAECMUOIOTHYECKUE HCCIIEJOBAHUS MIPOBOATCS HE HA OOIIEH MOMYJISIIUY IpU
HECIUIOIIHOM CTaTUCTUYECKOM UCCIIEI0BAHNM.

Merto/1bl yCTpaHEHHsI CUCTEMAaTHYECKUX OLTHOOK.

Dramnel HUCCJICIOBAHU

Merton Onucanue

IIaHu-
POBaHUC

1 2 3
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Panmomuzamnus PacnipenenuTh Mam@eHTOB MO TPyMIIaM TaKUM 00pa3oM, 4TOOBI
K&Kl NAllMeHT UMEJI PaBHbBIE LIAHCHI IONACTh B Ty WIMHHYIO
rpyniy

Beenenue orpanuue- | OrpaHUYUTh JUANa30H XapaKTEPUCTUK MALUEHTOB, BKIIOYAEMbIX B

HUH HUCCIeI0BaHUE

IMox6op cooTBeT- Kaxnomy manueHTy B OJHOM TPyYIITE MO00paTh OJJHOTOMIH OoJiee

CTBYIOIIUX IMap

MAIMEHTOB C TAKUMH K€ XapaKTepUCTHKaMU (KpoMe H3ydaeMoi)
JUISL TPYTIIBI CPaBHEHHMS

Crparudukanus CpaBHUTP BIMSHUE H3y4aeMOro (akTopa Ha 4acTOTY UCXOJI0B
BHYTPH MOJTPYII, UMEIOIIHUX OJANHAKOBBII HCXOAHBIM PUCK

CranpapTuzanus MateMaTHYECKH CKOPPEKTUPOBATh UCXOAHOE 3HAYCHHUE KaKOH-TTH00

IIPOCTas OIHOW  XapaKTepUCTHKM TakuM oOpa3oM, UTOOBl ypaBHATH
MOJITPYIIIBI IO UCXOTHOMY PHCKY

MHo>kecTBeHHas CKOppeKTHPOBaTh PA3IUUMS 10 MHOTHUM BIMSIOIINM Ha UCXOJ

CTaHAAPTU3AIMA (akTopamM METOJIOM MaTEeMaTHYECKOTO MOJEINPOBAHUS

AHanmu3z —HawIy4-
1M BapUaHT - Hau-
Xyaumi BapuaHtl

7.  IlpocneKTHMBHbIE H PeTPOCNEKTUBHBIE HCCIEIOBAHUS B IMHIEMHOJIOTHH.
OTBer: DNUIEMHUOJIOTUYECKUE MCCIEIOBAHUSA MOTYT OBITh TNPOCHEKTUBHBIMU H
PETPOCTIEKTUBHBIMH.
CyTtb nmpocniektuBHoro (Puc.2) uccnenoBanus 3akitodyaercs B OPMUPOBAHUU KOTOPTHI
U anbHENIIeM ee HaOIOCHNH C LIEIbI0 PETUCTPAIMK 32001€BAEMOCTH HJIM CMEPTHOCTH.
PerpocnektuBHoe uccnenoBanue (Puc. 1) onupaercs Ha nHpopMalHio 00 SKCIO3ZUIUU
1 3a001eBaHnH, COOPAaHHYIO B T€YCHUE KaKOTO-TO MEPHO/Ia B MPOIILIIOM.
HccnenoBanue  CIy4ai-KOHTPOJIb -  QHAJIUTHYECKOE  BMHUJIEMHOJIOTHYECKOE
WCCIICIOBAHHE JIHII C
OTIpeIeICHHONW OOJIE3HBIO U JIUI] COOTBETCTBYIOLIEH KOHTPOJIBHOW IPyIIBl, Y KOTOPHIX
0osie3Hb OTCYTCTBYET. CBSI3b MpU3HAKA U OOJIE3HN U3yUYaeTCs IyTeM CpaBHEHHS OOJIBHBIX U HE
OOJNBHBIX 10 YacTOT€ BCTPEYAEMOCTH CpeId HHUX MpH3HAKa WM, €CIM MPHU3HAKH
KOJIMYECTBEHHBIE, 110 YPOBHIO TIPU3HAKA B KXKIOW TPYIIIIE.
Takoe uccnenoBanue sABISETCS PETPOCHEKTHBHBIM, ITOCKOJIBKY OHO HAauMHAETCS TOCIe
nebroTa 3a00JeBaHUs W HAINPABICHO HAa M3YYEHHE BO3MOXHBIX JTHOJOTHUECKUX (PAKTOPOB,
JIeiCTBOBABILIUX B MPOILLIOM.

Bpema

Hampae.nese Hecaeq 0 aHmS

K CIIOHHp OB aHELI&
Coayyau
(Bonsrsre)

He sk crioHsp oB aHHEL

e HHp OB aHH)
EORHpOBanHbe Kourpomsare mma
(3mopoEB1e)
Heu[cl:r[m-n{puaa}lnm%

Puc.1. PerpocnekTuBHOE HCCIIEIOBAHUE.

Hacenerme
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Bpena
Hanpaenenme necnegopanms
o)
/\\ / .1 Bommue
/ \\ 3popozre A 3xenommporan. "’
( Haceveme | ) I Bomme
\\/ Y Jnopoese |

Puc.2 IIpocnekTuBHOE HUCCIEI0BAHUE.

8.  KoropTtHoe ncciegoBaHue 1 HcciieJ0BaAHHE 110 THILY CJYy4ali-KOHTPOJIb.

OTBeT: DNUAEeMHOIOTNYECKUE UCCIIE0BAHUS IPOBOIAT C UCIOIb30BAHNEM KOTOPTHOIO
METO/a U METO0/1a CITy4aii-KOHTPOJIb.

Koroptasle uccnenoBanus (anri. cohort study, follow-up study) mnpemocraBisier
Haubonee 1) 1) KoroptHsiit MeTox oTOOpa MCCIeayeMoil TPYIIIBI SBISETCS CaMbIM IIPOCTHIM.
I'pynma MoXeT JenuThcs Ha JABE (IKCIOHUPOBAHHbBIC, HEAKCIIOHUPOBAHHBIE) WIJIM HECKOJIbKO
KaTeropuil (Hampumep, HET BO3JAEWUCTBUSA, HE3HAUMTEIbHOE BO3JICHCTBUE, 3HAUYUTEIHHOE
BO3JICHCTBHE).

3areM uccienyeMble JIMLa IPOCIEeKUBAIOTCA HA MPOTSHKEHUN ONPEAENIEHHOTo Meproja
HaOJI0ZCHUS C BBIIBIEHUEM BCEX HOBBIX CIydaeB ucciiegyemoro 3abosneBaHus. OObennHeHne
TPYIIBI HACEJIEHUS U TIEpHOa pUCKa (T.€. HaOII0JaeMOe YeIOBEKO-BpEMsl) Ha3bIBACTCS MHOTAA
0a300 MccienoBaHus, YKa3bIBaIOLIEH, OTKyAa BO3HHMKAIOT ciydau 3a0oneBaHus. Ilomydaemas
nH(pOopMalKs UCTIONb3yeTCs A OLEeHKU Ko3(dduinenTta 3a001eBaeMOCTH UIN KyMYJISTUBHOTO
K03 dunreHTa 3a00JeBa€MOCTH CPeA IKCIOHUPOBAHHBIX U HEIKCIIOHUPOBAHHBIX I'PYTIIL.

Bpewmst HaGmroieHust MOXKET OBITh OT HECKOJIBKUX JTHEH (IIPU OCTPHIX 3a00JI€BaHUAX) 110
HECKOJIbKUX JIECATKOB JIET (IIPU U3YYEHUHU OOJIe3HEH C JATUTEIbHBIM JaTEHTHBIM NepuojioM). B
KauecTBE HCTOYHUKOB HH(OpMAaMM MOTYT HCIIOJIb30BAThCA JIaHHbIE MEIULIMHCKON
JOKYMEHTAllM¥, 3alMCH aKTOB TIPaXJAaHCKOIO  COCTOSIHUS, OIpPOCHI,  MEIUIMHCKUE
o0cie0BaHusl.

HeskcnonupoBaHHass TIpymnna HUCHONb3yeTcsl JUIsl  MOJydeHUus HMHPOpMaluuud o
koa¢pdunreHTe 3ab001eBa€MOCTH, KOTOPBINA OXHaajics Obl B SKCIIOHUPOBAHHOW TpymIe, eciu
Obl Hccieyemasl SKCHO3MIMS HE TOBIMsJIa Ha 4acTOTy JaHHoro 3aboneBanus. IlosTomy
HEIKCIIOHMPOBAHHYIO TPYINIy CJleayeT OTOMpaTh TaKMM 00pa3oM, 4TOObI OHA COBMajana C
HKCIIOHUPOBAHHOM 10 IPYTUM OIPENEIUTENSAM PUCKA IS HCCIIeyeMOoro 3a00IeBaHMs.

Cy1miecTByeT TpU MNPUHIUNHAAIBHO pPa3HBIX crocoba oTOopa HEIKCIIOHUPOBAHHOM

TPYIIIIbL:

1. BHyTpeHHee cpaBHEHHE — OIpelessieTcss OJHa TIpyIna ¢ JIOCTaTOYHBIM
KOJIMYECTBOM 3KCITOHUPOBAHHBIX U HEOKCITOHUPOBAHHBIX JIUII.

2. BHemHee cpaBHEHHME —  ONpENeNsieTCs  OKCIIOHMPOBaHHAas — Tpynma |

MIPEANPUHUMAIOTCS TONBITKH HAWUTH IPYTYIO TPYMIy, HE SKCIIOHUPOBAHHYIO, HO CXOJTHYIO C
MIEPBOH 1O IPYTUM XapaKTePUCTUKAM.
3. CpaBHeHHE ¢ «O0IIKUM» HacelIEHUEM — OTpeeNIeTCs YKCIIOHUPOBAaHHAS TPYTIIa,
u 3a00JIeBaeMOCTh B HEW CpaBHHUBAeTCsl ¢ 3a00JIEBA€MOCTbIO, HAlpUMEpP, BCErO HACEJICHUS
KOHKPETHOTO Teorpaguueckoro peruoHa (paccMaTpuBaeMoro Kak « HeAKCIIOHUPOBAHHOEY ).
HccnenoBanme  ciaydaidl-KOHTpPOJb  HAET OT 3aboneBaHuss  (COOBITHSI) K OIICHKE
AKCIIO3UIINH Y3a00JIeBIINX (CITy9YaeB) U 3IOPOBBIX JIUIL (KOHTPOJIEH).
e [lpu opraHuzanuu HCCIEIOBAaHUS «CIY4Yail-KOHTPOJIbY» U3 TMOIMYJIALUN
OTOMPAIOTCS JINIA, HCXO/S U3 TOTO, UMEETCS MJIM HE UMEETCsl y HUX M3ydaeMoe 3a-
6oneBanue (11000 qPyroi n3ydaeMblii HCXON).
e CrpykTypa HCCIEIOBAaHUS CIydall-KOHTPOJIb MOJpa3yMeBacT HaIUYue
JIBYX TPYTI HAOIIOICHUS:
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v OmnpITHas rpyIma (Ciay4yau) BKIIOYAET JIMILI, Y KOTOPBIX BBISBICHO JaHHOE
3abosieBanue (JINOO MHOW M3y4aeMbIi UCXO).
v KonTponpHas rpymnmna (rpynmna cpaBHEHUS) BKIIOYACT JUI, Y KOTOPBIX
JTaHHOE 3a0oJieBaHue (JTU00 JTF000H UCX0/T) OTCYTCTBYET.
J OnpITHYI0 U KOHTPOJIBHYIO TPYIIBI JEJAT 3aT€M Ha JIB€ MOATPYIIIbL:

«OKCIIOHUPOBAHHBIX» U «HEOKCIIOHUPOBAHHBIX» K U3Yy4aCMOMY (baKTopy PHUCKA.

9. MoaesiMpoBaHHe B 3NHIEeMHOJIOTHH.

OtBer: B o0mme knaccupukanuu Ooe3HEH BKIIOYAIOTCS OOBIYHO IIHUPOKHUE
orpeseneHusl MoHATHS Oone3nb. Hampumep, B cmucok Oonie3HEH MOTYT BXOIUTH TPaBMBI,
OTpaBJICHUS U UHBAIHUIHOCTD.

Mogens cXeMaTH4ecKH MOKa3bIBaeT, KaK HECKOJBKO JOTOTHUTEIBHBIX MPUYHH
(cexTopoB) coBMECTHO (opMHpYyIOT AocTaTouHyro mnpuumHy (kpyr) (Puc.) . Ha pucynke
MOKa3aHO TaKXKe, YTO 3a00JICBAaHHE MOXET MMETh HECKOJIBKO JOCTATOYHBIX MPUYMH U YTO OHU
MOTYT UMETh OJIHY HJIM HECKOJIBKO OOIIUX MOMOJHUTEIBHBIX NMPUYUH. COracHO MOJEIH, IS
npodMIaKTUKA 3a00JeBaHUsT HE O00s3aTENbHO 3HAHHE BCEX JIOTIOJHUTENBHBIX TPUYMH.
HckmoueHneM 0HOTO M3 3JEMEHTOB JIOCTATOYHON MPUYMHBI MPEIOTBPAILIAIOTCS BCE CIydau
3a00JIeBaHMs, BO3HUKAIOUIME BCIEACTBHE O5TOW npuumHbl. Kaxmas oTaenbHAas NpUYHHA
3a005IeBaHUs HMMEET COOTBETCTBYIOIIYIO STHOJIOTUYECKYIO A0NI0. J[OCTaTOYHOW MPUYMHOM
SBIISIETCS Ta, KOTOPast HEU30€KHO MPUBOIUT K ONIPEICIICHHBIM ITOCIIEACTBUSM.

IIpumep Mogenmu.

B JlocmamouHoti npuyuHOUu  SIBISETCA Ta, KOTOpas HEU30€KHO MPHUBOJUT
OTIpENICICHHBIM ~ TIOCJEACTBUAM. EMMHWYHBIE TNPUYMHBI 3a00JI€BaHUl penko  ObIBafoOT
JOCTaTOYHBIMU. DKCHO3MLUSA K TyOEpKyJle3HOH mManouke, Hampumep, o0s3aTeNbHO BEAET K
TyOepkyne3y. Ha puck pa3Butusi 3a00jeBaHHS BIHSAIOT, CPEIU IMPOYETO, AaHATOMUYECKHE H
¢usnonornyeckue  OCOOGHHOCTH  JIAaHHOTO  JIMIA, BKJIOYas  BO3MOXKHOE  HalUyHe
crnenn(uIeckoro IMMYHHTETA.

B [IpuuynnHa, HE sABIAIOMASACT JOCTaTOYHOM camMa 1O ce0e, Has3pIBaeTCs
OONOIHUMENbHOU npuduHou. [ UnepnunuaeMus, apTephalbHas TUIEPTCH3US, KypeHHe U
MOBBIIIEHHAs] CKJIOHHOCTh K TpoMOOOOpa3oBaHUIO CUUTAIOTCS, Hampumep, (aKTopamu,
CIOCOOCTBYIOUIMMU pa3BUTHIO HH(papkra Muokapia. l[lomapnsiomiee OOJBIIMHCTBO BCEX
MPUYHMH 3a00JI€BaHUS MOTYT CUHUTATHCS JOTIOTHUTEIbHBIMH.

B Heobxooumoti TPUYMHOM 3a00sIeBaHUS SBISETCS Ta, HAJIMYHE KOTOPOW JUIs
BO3HUKHOBEHHS 3a00JI€BaHUsI 0053aTEIbHO. DKCIIO3UIHS K TYOCpPKYJIE3HOW IMaIovKe SIBIISETCS
MOTOMYHE00XOJUMOH (HO HE I0CTaTOYHOM) MPUYMHOMN pa3BUTHS TyOepKyIesa.

HocraroyHas Hocrarouynas Hocrartouynas
npwluma NpHYHHA NpHYHHAa

Puc. Monenbs cxeMaTnuecKux MpuyuH.
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Mogens cXeMaTH4ecKH MOKa3bIBaeT, KaK HECKOJIbKO JOIMOJHHUTEIbHBIX MPUYHH
(CeKTOpoB) COBMECTHO (HOPMHUPYIOT AOCTATOYHYIO NpuuuHy (Kpyr). Ha pucyHke mokaszaHo
TaKXke, 4To 3a00JIeBaHUE MOXKET MMETh HECKOJBKO JOCTATOYHBIX HMPUYMH M YTO OHH MOTYT
UMETh OJIHY WJIM HECKOJIbKO OOIIMX JOMOJHUTENbHBIX NpuuuH. Takas mpuymHa Kak A,
MPEJCTaBIAIONas COO0M AIIEMEHT BCEX JOCTAaTOYHBIX IPHYUH, SBISIETCS HEOOXOAMMOM
MPUYUHOM.

Cornacno moxenu, s NpodUIAKTUKKA 3a00JieBaHUS HE 00s3aTeNbHO 3HAHHME BCEX
JOTIOIHUTENBHBIX TpUYMH. VcKkiroueHneM OAHOrO M3 3JIEMEHTOB JOCTATOYHOW MPUYHMHBI
MPEJOTBPAILAIOTCS BCE CIy4yad 3a00JeBaHMs, BOSHUKAIOIINE BCIESICTBUE STOW MPUUYHHBI.

Kaxxnas otnenpHas npuynHa 3a00JIeBaHUSI UIMEET COOTBETCTBYIOIIYIO STHOIOTUYECKYIO
noxro EF. DToT mokasarenp mpeacTaBisieT OO0 MPOIEHT TeX CiIy4aeB 3a00JIeBaHMsI, KOTOPBIE
OOyCIIOBJIEHBI BO3JIEHCTBMEM OSTOM MPHUYMHBI; HHAa4Ye TOBOPs, MPOLEHT BCEX CIlydyaeB
3a00JIeBaHUsA, KOTOPHIE HE MPOU3OILIHN ObI, €CIH OBl JaHHAS MPUYMHA ObLJIa UCKITIOYEHA.

10. TepmuHoJiOTHS, KOHUENUMH M MOJAEJM B TIeHeTHYeCKOHl 3MHUAeMHOJIOIHH.
OcHOBHbIE NOHATHS NONYJISAUMOHHOW reHeTuku. HepaBHOBecHOCTH 1O CHeEIJIEHHIO.
PoacTBo, reHHas HACHTHYHOCTD 110 MPOUCXO0KICHUIO U MHOPU/AUHI.

I'enernueckas SMUAEMHOJIOTUS M3y4aeT BJIMSHHUE T'€HOB M OKpYXarolleW cpelapl Ha
[OKa3aTeau 370pPOBbS M BOCIHPUMMYHMBOCTH K OOJIE3HAM cpeau HaceneHus. JlucuumimHa Ha
CTBIKE MOMYJSIUOHHON T€HETHKHU, KOJWYECTBEHHOM T'€HETUKU, MEIULMHCKON TE€HETUKU U
AU IEMHUOJIOTHH.

[TonoBoe pa3MHOXKEHHME — 3TO MEXaHU3M, C IOMOILIBI0O KOTOPOrO TE€HETHYECKHE
€IMHULBI NEPEAAIOTCS U3 MOKOJIEHHs B NoKoJyieHue. [loHATHS TeH, ajienp, 4acToTa T€HOB U
yactota ajuienedl. Yactota reHOB MOMYJSALMU OTHOCUTCS K IOMYJSIUU XPOMOCOM, a HE
JUIUIOMIHBIX OPraHU3MOB, TOTJ@ KaK TEPMHUH TE€HOTHUII OTHOCUTCS K THUILy Iapbl aJuleNew,
OOHapy>KEeHHBIX B JIOKYCE€ B OJHOM (JIMIUIOMIHOM) OpraHu3Mme. B OONbIIMX MaHMUKTHYECKUX
MOMYJISALUAX 4YacTOThl ajjieled He HM3MEHSIOTCA OT OJHOIO TOKOJEHHMS K CIeAYIoLEMY
(paBHOBecue Xapnu-BaitnOepra, HWE), ecin Bce reHOTHNBI 3KBUBAJEHTHBI B OTHOIIEHUH
KU3HECIIOCOOHOCTH OpraHu3Mma.

Korna nonynsanusa mana, HWE MoxeT He cOXpaHATbCs Aake NIPU HAIMYUU CIy4aiiHOrO
CMapUBaHMs M PaBHOM JKM3HECTIOCOOHOCTH M3-3a CIy4aHOro reHeTuyeckoro japerda. dpdexr
OCHOBAaTeJII  O3HAa4yaeT, YTO TEHeTHMYeCKOe pa3HooOpa3ue MOMyJSIIMM  OrPaHUYEHO
TE€HETUYECKUM pa3HooOpa3uem MaJIOYHCIEHHOU MOMYJISUU-OCHOBATEIIS. Korna
M30JIMPOBaHHbIE MOMYJISAIMN COXPAHSAIOT HEOOJBIIYI0O YUCICHHOCTh B TEUEHHE HECKOJIbKHX
ITOKOJIEHUH, 3TO Ha3bIBAETCS Y3KUM T'OPJIBIILIKOM (TOPIIBIIIKOM HU3KOM YMCIEHHOCTH).

HepaBHoBecre (HEpaBHOBECHOCTH) MO CLEIUICHUIO. | €eHeTHYecKoe CHEIUIEHHE MEeXIy
JOKycaMH OOBIYHO SIBJISIETCS CIEACTBUEM HX pACIONIOKEHUS Ha OJHOW XpOMOCOME.
HepaBHoBecue mno cuemnenuto (LD) nHaOmomaercss Ha ypoBHE MOMYJSIUH, KOrna
IIPOCJIEKUBAETCS  aJUIETIbHAS CBSI3b MEXAY JBYMs JIOKycaMu (HeciIydaiHas accoluaius
ajienieit), ajieNiM MPOUCXOAT W3 OJHOM M TOW K€ TaMeThl C YacTOTOM, OTIWYAIOMIEHCS OT
OKUJAEMON Ha OCHOBaHHMH TOJIBKO 4acTOT aJUIeNen.

3akoHbl MeHzaens NpeanosiaraloT OIpeleieHHbIE CXEMbl paclpeleieHus aienei
MEXIy TIapaMyd pPOJCTBEHHUKOB. AJUIENb, YHACIEIOBAHHBIM POJICTBEHHHKAMU OT OOIIETOo
npeaKa - HACHTHYHBIN 1Mo nmpoucxoxaeHuto (IBD). IBa amnenst MOryT OBITh HACHTUYHBIMHU, HO
He OBITh YHACJICIOBAaHHBIMH OT HEJaBHEro oOIiero mpenka. B sTtoMm cioywae amienu, Kak
TOBOPAT, MAEHTHYHBI MO cocTosiHMIO. Koad¢uuueHT poacta y - BEpOSTHOCTh TOTO, YTO
aJJIeNb, CIy4YailHO BBIOPAHHBIA y OJHOTO OpPraHM3Ma, W ajliellb, CIy4ailHO BBIOpaHHBIA Yy
Ipyroro OpraHu3Ma B OJHOM M TOM XK€ JIOKyC€, HACHTHYHBI 10 IPOHUCXOKICHHUIO.
Koadduurent naOpuauHra o a1 OJHOTO HHAMBUIYYMA ONPEACsSeTCS KaK BEPOSTHOCTH TOTO,
YTO Tapa ajiesiei, COCTaBIAIOMNUX TEHOTUIT B MPOU3BOJIBLHOM JIOKyce, siBisercs IBD.
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Koaddurnment naOpuaunra 1u1s vHaAuBHIyyMa X paBeH Ko3(phUIUEeHTY poICcTBa AJIs
poautenen X.

11. KoaumuyecrBeHHasa reHeruka. KoMmoHeHTHI Moaedell  OTKJIOHEHUH.
Hacaexyemocts. UccaenoBannsi 6sin3HenoB. I'siaBHbIe renbl U noJmnrenbl. Hakonsienue B
ceMbsIX, aHAJIU3 cerperanyy U KayecTBeHHbIE PU3HAKHU

KonnuecTBeHHas reHeTuka — Hacle[OBaHHE KOJIMYECTBEHHO HM3MEPSEMbIX MPHU3HAKOB
(TepMuH «()EHOTHI» Ka4eCTBEHHBIN). BOJBIIMHCTBO KIMHUYECKUX COCTOSHUH OTHOCSTCS K
JTUCKPETHOMY WM Ka4eCTBEHHOMY (EHOTHUITy, XOTS B OCHOBE JIEKHUT KOJIUYECTBEHHBIN
MPU3HAK.

HopmanbHo pacrnipeneneHHass KOJHMUYECTBEHHAS XapaKTEPUCTUKAa MOXKET OBITh OMHCaHa
€e CpeIHUM 3HadeHueM U jaucnepcueil. KonudecTBEeHHbIE TE€HETUYECKHE MOJIEIH
MIPEIOIaratoT, YTO KOJIWYECTBEHHbINH ()EHOTUIl Y MHAMBHIyYMa COCTOUT U3 T€HETHYECKOTO
KOMITOHCHTa U KOMITOHEHTa, O0YCIIOBJICHHOTO CpPEIOW, 3TH KOMIIOHEHTHI MPEJICTABICHBI KaK
OTKJIOHEHHSI OT CPEJHEr0 3HAYEHUS 0 HACEJCHHIO MpHU3HaKa |l Pa3noxuB GeHoTun Ha ITH
KOMIIOHEHTBI M UCIOJIb3yS MEHJEIEBCKYI0 CETpEeranuio JUisi TOJYyYEeHHs] OXKHUAeMOTO
pacnpenenenus IBD-amneneit Mexay mnapamu poJCTBEHHUKOB, MOJICIUPYETCS «KOPPEISAIU)
MEXy IapaMu POJICTBEHHUKOB.

Jlokyc ¢ nByms amensimMu, A U A’, umeet tpu reHotuna AA, AA' u A'A’. Kaxapiil u3
ATUX TEHOTUIIOB BHOCHUT OIPECIICHHBINA BKJIa/ B 3HAU€HHUE Mpu3Haka. Ecnu amienu neicTByoT
MPOCTHIM AJJIUTHUBHBIM OOpa3oM, 3HAYEHHE T€TEPO3UTOTHI SIBISETCS TOYHO CpPEAHEH TOYKOM
MEXIy JABYMsI 3HAUYEHUSIMH TOMO3UTOTHI. Eciii ecTh B3aMMOJECUCTBHE MEXIY aJlJIesIMU B
OJTHOM U TOM € JIOKyce (IOMHUHHUPOBAHHE), TO 3HaYEHHUE y TeTepo3uroT d OyIeT OTKIOHSATHCS
OT CpPEIHEN TOUKH.

Hacnegyemocts — 105 qucnepcuu INpU3HAKa, KOTOpas CBA3aHA C TIE€HETHYECKOM
M3MEHYMBOCThIO. HacnmencTtBeHHocTs B mupokoMm cwmbicie (H2) Bxirodaer aaauTuBHBIE,
JOMHUHAHTHBIE M snucTatudeckue 3¢pdexTsl. HacnemyemocTs Bcerga AOMMKHA HAXOAMTHCA B
nuanazone oT 0 nmo 1 (1 o3HauaeT CHIIBHBIN TeHETHMYeCKUH KOMIOHEHT). MccienoBaHus
ONM3HEILIOB B T€HETHKE YelIOBEKa MPUMEHSIOTCS ISl OOHApYKEHUS T€HETHYECKOH KOMITOHEHTHI
n ompeneneHuss e¢ cuibl. Kiaccnueckuil nu3ailH McclieZOBaHUS OJIM3HELIOB CpPaBHUBAET
COBIaJIEHUE MIPU3HAKA Y MOHO- U IM3UTOTHBIX OJM3HEIOB, eclii Koppensaius MZ Gombiiie, yeM
Koppemsiuus DZ, 3To CBUIIETENBCTBYET O HATMYUU T€HETUYECKON KOMITOHEHTHI.

Korga ogumH reH oka3blBaeT CHJIBHOE BIUSHUE Ha MPU3HAK, 3TOT T'€H Ha3bIBAETCA
mIaBHBIM TeHOM. Korpga Oosiblioe KOJWYECTBO JIOKYCOB BHOCHT BKJIAJ, B M3MEHUYHMBOCTb,
WHIVUBUAYATbHBINA auienbHbI 2P QeKT yMeHblnaercsa. Eciau Bce amienu B 3TUX HECBS3aHHBIX
JIOKycaX HMEIOT OJKBHBAJICHTHBIC W TOJBKO aqAUTHUBHBIE 3(PQEKTh, TO pacmpeneieHue
COCTaBHBIX T€HOTHUIMYECKUX 3HAUEHUN NPHUOIM3UTCI K HOPMaIbHOMY pacIpelelIeHHIO.
[TonurenHast MOJieNb: COBMECTHBIN 3PPeKT OECKOHEUHO OONBIIOT0 YHCia JIOKYCOB MPUBOIUT K
MOJIMT€HHBIM 3HAYEHUSIM, PACIPEEICHHBIM BOKPYT CpPEIHEro 3HAYEHUsi C OIpeAesIeHHON
JTMCIIEPCUEN.

Jlisg M3y4deHus] HACIEeAyeMOCTH W3YYalOT CEeMbHU C XOTSA OBl OJHUM POJCTBEHHHUKOM C
WHTEpecyronmM 3aboneBanneM wid ¢eHotunoM (mpodanm). Crocold ompeneneHus TaKuxX
ceMell M YJIEHOB M3y4aeMOi CeMbU HA3bIBAETCS CXEMOU OOHApYKEHUS, a TUII aHAJIN3a — aHAIIU3
cerperaunu. HapymieHue Ha3bIBaeTCsi MOHOTEHHBIM 3a00J€BaHHEM, KOI/la OHO BO3HHKAET
TOJIBKO TOTJIa, KOTJIa MPOUCXOIAT MYTAllMK B onpeaeieHHoM reHe. OIHaKo, €CIM BEpOSITHOCTh
MIPOSBJICHUSI JAHHOTO 3a00JIeBaHUs, 00YCIOBICHHBIM I€HOTUIIOM PUCKA, COCTaBIsET MeHee 1,
TOBOPAT O HEMOJHOW TEHETPAHTHOCTH. [ €TepOoreHHOCTh JIOKyca - HECKOJIbKO TI'€HOB
HE3aBHCHMO BBI3BIBAIOT OJUH U TOT ke (enotun. Habmiomaemoe HakomiieHue OUMHAPHBIX
(kauecTBEHHBIX) (DEHOTHIIOB B CEMbSIX OIMUCBHIBACTCS KaK CEMEHWHBI OTHOCHTEIbHBIA PHUCK
(FRR), T.e. puck 3a0oyieBaHusl y POJACTBEHHUKOB OOJHHOTO MO CPAaBHEHHUIO C PUCKOM BO BCEH
MOMYJISIUH.
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12. TeHermueckoe KapTHpPOBaHHe cLellUIeHUsl. I'eHeTHueckoe paccTOsIHHE W
MapKepbl, HCNOJIb3yeMble B FeHeTHYeCKOM KapTHPOBAHMU.

JIBa OCHOBHBIX THIIa KapT: F€HETUYECKUE KapThl U (U3NYECKHEe KapThl. I 'eHeTHueckue
KapThl TOKa3blBalOT O0)KMJIAEMYI0 YacTOTy MEHOTHYECKOrO KpPOCCHHIOBEpAa MEXKIY JABYMs
JOKycaMM B XpOMOCOME U M3MEpSIOTCS B caHTUMopraHax (cM). ®usuueckue KapThbl
UCIOJIb3YIOT MOJIEKYJIIPHBIE METOJbl /Il OIPEJENICHHUS MECTOIOJNOKEHUSI MapKepoB Ha
XpOMOCOME M M3MEpSAIOTCA B IApax OCHOBAHUHM (M.H.). AHaJW3 CLEIUIEHUS OCHOBAaH Ha
TFEeHETUYECKUX KapTaX. [ eHeTUUeCcKoe paccTOSTHUE MEXY IBYMs JIOKYCaMHU, pacloI0KEHHBIMU
Ha OJHOM XpoMocoMe, OIpeZeNnseTcs Kak 4YMCIO COOBITUH NepeKkpecTa MEeXIy THUMHU JABYMs
JIOKyCaMH, YCPEIHEHHOE 10 BCEM Mel03aM B HECKOJIBbKUX ceMbsiX. J[Ba Mapkepa HaxoAasTcs Ha
paccrosHun 1 cantumopran (cM), ecnu coObITHE KPOCCHHIOBEpa MPOUCXOAUT BO BpeMs
Meio3a tosbko 1 pa3 u3z 100. CrnoxHOcTH pacrio3HaBaHHUsI COOBITHS MEpPEKpecTa B JaHHBIX O
CeMbsX, T.K. €CIM POAMUTENM SBJIAIOTCS TOMO3UTOTHBIMHU I10 HHTEPECYIOIIMM JIOKycaMm,
PEKOMOMHAHT B ITOTOMCTBE HE MOXKET OBITh pacro3HaH. [lokazarenn KpOCCHHTOBEpa 3aBHCAT
or mnona poaurtens. CoObITHS KPOCCHHIOBEpa HE BCErAa MPUBOAAT K HaOI0JaeMoit
peKOMOMHALIMK. YBEIUYEHHE PACCTOSHHS 10 TEHETHUYECKOW KapTe BIMSET Ha YBEIMYCHHE
paccTosiHUs 10 (PU3NYECKOH KapTe, HO HE CTPOro MPONOPLUOHAIBHO.

ITepBast ony0OnMKoBaHHAs TE€HETHYECKash KapTa BCEro 'eHOMa 4eJIoBeKa Obula OCHOBAaHA
Ha OMaJUIeNbHBIX MOIUMOpP(GU3MAaX, KOTOPblE MMEIOT JIOBOJBHO HU3KYI0 HH(OPMATHUBHOCTD.
['eneTnueckue KapTbl, OCHOBaHHBIE Ha Oojiee MH(POPMATUBHBIX MHOTOAIEIBHBIX KOPOTKUX
TaH/JAEMHBIX  TOBTOpax (MHKPOCATEIUIUTHBIE  MapKepbl), SBISIOTCA  KJIACCHUECKUMHU
TFeHETUYECKUMHU KapTaMu clervieHus. Pa3paboTaHbl MHTErpUPOBAHHBIE T€HETUYECKUE KapThl
MapKepoB MHUKPOCATEIUIMTHOIO M OJHOHYKJIEeOoTHIHOro mnoiauMmopdusma (SNP) (mampumep,
MAP-O-MAT). I'enetnueckas kapra Mapuiduin, reHeTuueckas kapta [ eHeTOH, TeHeTHYeCKasl
kapta deCODE

B nononHeHume K TEHETMYECKHMM KapTaM CLEIUIEHHsS, OCHOBaHHBIM Ha OLIEHKE
PEKOMOMHALIMU MO CEeMEHHBIM JaHHBIM, ObUTM TaKXXe CO3JaHbl JPyTrue THUIbl ME€HETHYECKUX
kapT. Hampumep, kapThl paguanMOHHBIX T'HOPHAOB CO3JAIOTCSI HAa OCHOBE OOIYy4YEHHS
XpPOMOCOM PEHTI€HOBCKHMH JIydyaMHM, TaK 4TO OHM pa3OMBarOTCS Ha HECKOJBKO ()parMeHTOB.
Pa3ppiBel B HEKOTOpON CTENEHH AaHAJOTWYHBl KPOCCHMHIOBEpaM Ha T'€HETHYECKHUX KapTax
CLIETIJICHUs U U3MEepSIOTCs B pesix (Jiydax, R) unu cantupesx (cR), rae 1 cR skBuBanenten 1%
BEPOATHOCTH TOTO, YTO Pa3pbIB MEXIY XpPOMOCOMaMH MPOU3OILIEN MOC]e OOIYYEHHS] MEXIy
JBYMSI MapKepaMHu.

13. Bbi0op mapkepa 1uisi aHajau3a cuemienus. MukpocareaauTHbie Mapkepbl SNP.

AHanu3  CHEIJIeHHs  ONUpaeTcss Ha  CHOCOOHOCTh  MOJEIMPOBATH  TOYKH
PEKOMOMHALIMOHHBIX COOBITUH B CeMbsiX. PeKOMOMHAHTHI Jydlle BCEro WIACHTH(PHUIHPOBATH,
€CIi BCE MapKepbl y pOJUTENeH SBIAIOTCA T'eTepO3UrOTHBIMU. Mapkep ¢ Ooubliei
BEPOSATHOCTbIO OYIET IeTepO3UTOTHBIM, €CIIM y HEr0 3HAYUTENIbHOE KOJIMYECTBO ajienedl u
€CJIN Ka)KJIbIi aJlJIeNIb BCTPEYAETCs C JOCTATOYHO BBICOKOM YaCcTOTOM B M3y4aeMOW MOIYJIALHH.
Yacto 5TO BBICOKOMOJIUMOP(HBIE MAapKephbl, ONTUMAIbHO MOIXOASAT MHUKPOCATEIUIUTHBIE
MapKepbl, OTIMYAIOIIMECS UHUCJIOM TaHIEMHBIX IOBTOPSIOUIMXCA 3BEHbEB. Pa3nnuHble
KOJINYECTBA IMOBTOPSIIOIIMXCS 3BEHBEB CUMTAIOTCS ajuleNsaMU. MHUKpOCATEIUINTHBIE MapKepsl
SBIISIIOTCSL HEUTPAIbHBIMU (CBOOOAHBIMH OT €CTECTBEHHOTO OTOOPa) M MMEIOT IMOBBIIICHHYIO
CKOpPOCTh MyTallUU. YBEIMUYEHHE CKOPOCTH MYTallMU MPUBOAMUT K YBEIUYECHUIO BEPOSTHOCTH
TOrO, YTO Mapkep oO01agaeT BBICOKOW TeTepO3UTrOTHOCTHIO. He uMmeroT (u3nosorudeckoi
(GYHKIMU ¥ HE MEIA0T (PEHOTUITNYECKOH SKCIIPECCUH B JPYTUX JIOKYyCax.

SNP (0ZHOHYKJICOTHAHBIE TOMMMOP(U3MBI) TaKXKE HCHONB3YIOTCA [UIA aHajIu3a
CHEMJICHUA. OTH MapKepbl MOXHO OblcTpo oOpabateiBath Ha JIHK uymmax B Oonbmimx
KoJauuecTBax. MIMEIOT TOJIBKO J1Ba ajlieNsl y KaXI0ro MapKepa U HHU3KYH I'€TE€pPO3MIOTHOCTD;
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OJITHAKO, €CIIM paccMaTpuBaTh HUX BMECTE€, OHM MOTYT I'€HEpPHUpPOBaTh HEOOXOIUMBIH 00beM
MH(POPMAIHH.

DeHOMEH KOppEIMpPOBaHHBIX ajlIesIel MO JIOKyCaM H3BECTEH KaK HEPABHOBECHOCTbH I10
cuermiennto (LD), wim HecnmydwaiiHas accolpanus amieneil B JAByX WM Oojiee JIOKycax.
[IpuMeHeHMe KJaCCMYECKMX METOAOB aHajlu3a cuemieHuss K JaHHbIM SNP Moxer ObITh
HpOGJ’IeMaTI/IqHBIM, IMOTOMY 4YTO aJIrOPUTMBI CHOCIUVICHUA IIPCAIIoJararoT, 4YTO MapKCPLL
HaXOJATCSl B PABHOBECHU IO CLEIJICHHIO (T.€. HeT aJUIeIbHOM KOPPENsLUU MEXIY MapKepamH),
a He B LD, kak 3T0 9acTo ObIBaeT B cimydae MapkepoB SNP.

14. Iloaxoas! Kk aHaau3y cuemnsieHusi. OTHoleHUue MAaHCOB. Jlorapudm oTHOMIEHUSsI
mancoB. MeToabl Ha OCHOBe MOJEJH W MeTOAbl 0e3 MoJedH. AHAIM3 CHeNJIeHUus W
MyJabTH(AKTOPHAILHBIE 3200/1€BaHNS.

Llens aHanm3a CHEMJICHUS COCTOMT B TOM, YTOOBI ONPENEIUTh, KaK 4YacTO MapKepHbIE
aJUIENTM COBMECTHO HACIEAYIOTCS C ajulelsiMu OOJIe3HHW, M, TaKUM 00pa3oM, OLEHUTH JIOJIO
PEKOMOMHALINY MEXYy HUMHU.

JlokazarenbCcTBa CHEIUICHWS TPAJWIMOHHO TIPEJACTaBICHBl B BHAE Jorapupma
otHowmeHus maxcoB (LOD). Oto mepa BenuuuHbl 3QQeKTa, ONUCHIBAIOIIAs CUIIY CBSI3U WU
3aBHCUMOCTH MEXIy AByMs OumHapHbIMH BenmuumHamu. OLLl paccuuThiBaeTcs Kak IpoOb, B
YHUCIIUTENE KOTOPOH, CTOSIT IIAHCHI HEKOTOPOTO COOBITHS JUIS OJHOW TPYIIII, 3 B 3HAMECHATEE
IIAHCHI TOTO K€ COOBITHS JUISL IPYTOM TPYTIIHI.

B cmyuae anamm3a cueruieHHs HyJeBas THIOTe3a MPEAINOJIaraeT, 4Yro TIeH,
aCCOIIMMPOBAHHBIA C TIEPEMEHHBIM PHCKOM 3a00JIeBaHMs, HE CIEIUICH C dTUM T'€HETHUYECKUM
MECTOMNOJOXKEHUEM, WM J0oJs peKkoMOuHanuu, obOo3HaueHHas kak O, pasHa O0,5.
AnbpTepHaTHUBHAs TUIIOTE3a YTBEPXKJIAET, YTO I'€H CBs3aH C 3TOM obsacThio, TO ecTh O < 0,5. 0
MIPEJCTABISAET BEPOSATHOCTh PEKOMOMHALIMY MEXKAY JIByMsl JIOKyCaMH IIpU Meiio3e.

Muororoueunsie LOD-06amibl  ucmonb3yroTcss TpH  paccMOTpeHun Oosiee uvem |
MapKepa: IpU MCIOJIB30BAHUU paACIIUPEHHONH HMH(POpMAIMKU O TamIoTUIaX MOYKHO YBHJETH,
KAaKOW rarIoTHII IIepelaeTcs U I MPOU30IUIN KaKue-In0o peKkoMOHaIMH.

B mapamerpuueckoM, WIM MOJAETBHOM, aHaJIM3€ CLEIJICHHUs INPEeAroaraercs, uTo
CTOC00, KOTOPBIM T'eH JIEHCTBYET Ha (PEHOTHUI, H3BECTEH, OAXOIUT ISl KAPTUPOBAHUS TEHOB C
IIPOCTON MeHzeneBckor (Gopmoi HacienoBaHus. YacTo Hambosee BeposiTHAs IeHeTHuecKas
MOJIENIb, OIMCHIBAIONIAsT CEMEHHOEe HaKOoIUIeHHe (PEHOTHIIOB, MOXXET OBITH BBIBEIEHA W3
MPE/IIECTBYIOLIET0 aHAJIN3a paclpeieIeHUs] B MOMYJISIUH WU B CUCTEMAaTHYECKH COOpaHHBIX
ceMbsx. [Ipu ciioxkHOM 3200JI€BaHIH TaKHE MOJIEIH TIIABHOTO I'eHa OOBIYHO TPEAIOIIATratoT, YTO
CYLIECTBYET PHCK 3a00JIeBaHUS, CBSI3aHHOTO C KaXJbIM T'€HOTHUIIOM, HO YTO HOCHUTENIM T'eHa
UMEIOT 3HAYUTEIHHO 00Jiee BRICOKHIA PUCK 3a00JICBaHMUsI, YeM HEe HOCUTEIH.

VilydieHHass MOJeNb JJIs aHaJIM3a CLEIUIEHUS NMPU MYJIbTU(AKTOPHBIX 3a00JI€BaHUSIX
YYUTBIBAET TE€TEPOTCHHOCTD JIOKYCOB. Mccnenyrores mapsl cHOCOB, HAOIIOaeMOe COBMECTHOE
Haclie/IoBaHHe ajyiesiell B KaKOM-TO PEerHOHE XpOMOCOMBI MOXKHO CPaBHHUTH C OKHIAAEMBIM Ha
OCHOBAaHMW OTHOIICHWH MEXAy TMapaMd pPOJCTBEHHUKOB. EcCIM pe3ynbTaT OKaKeTCs
CTaTUCTMYECKH 3HAYUMBIM, TO MOXHO CJE€JaTh BBIBOJ, YTO B O3TOM MECTE€ MOXKET
MIPHUCYTCTBOBATH MPEIPACTIOIATAOIINN JIOKYC.

15. AHanu3 KoOJIM4YeCTBEHHBbIX NpPHU3HAKOB. ['eHeTHUeckass TreTePOreHHOCTb.
OrciexxuBaHne CUTHAJIOB O CUENJIEHUM.

KaptupoBanue cueruieHus [Uisi KOJWYECTBEHHBIX IMPU3HAKOB OCHOBBIBAECTCA Ha
MpCANOJIOXKCHUN, YTO Hapbl POACTBCHHHUKOB CO CXOAHBIMU 3HAYCHUAMHU NPU3HAKOB CKIIOHHLI
uMeTh Oombine awteneii IBD B mokycax, BAMSIOMNUX HA 3T 3HAaYeHUs Mpu3HaKkoB. CyInecTByeT
TpU OTIIMYUTCIIBHBIX MMOAX0Aa, UCIIOJB3YIOINUX JUCIICPCUOHHBIC KOMIIOHCHTBI, PpCrPECCUOHHYTO
MOJIETb ¥ SKCTPEMANIbHYIO BEIOOPKY.

Perpeccuonnass Monenb: Mpu HYJEBOW THUIIOTE3e 00 OTCYTCTBUHM CBSI3M HAKJIOH
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perpeccun (rwim kodddunmerTa 1 npeanoiaraemoi IBD) pasen 0.

MeTob1 5KCTpeMaIbHOM BEIOOPKH OCHOBaHBI HAa 0TOOpE Map, KOTOPbIE JEMOHCTPUPYIOT
JKCTpeMallbHbIe  pa3nuuus  (AMNCKOPAAHTHOCTH), W Tap, KOTOPbIE JAEMOHCTPUPYIOT
HKCTpPEMaJIbHO aHAJOTHYHbIC 3HAUYEHHUS MPHU3HAKOB (KOHKOPAAHTHOCTH). B HecoBmamaromux
rnapax 0XHJAeTCsi MEHbIIIEE COBMECTHOE HACJIEJIOBAaHUE B JIOKYCaX, BIMSIONIMX HA 3HAYCHUS
MpU3HAKa, YeM IIPU OTCYTCTBUU CIICTICHUSI.

[Toaxo1 KOMITIOHEHTOB JUCIIEPCUU - KOBapUaIlvsl MEXKIy apaMu POJCTBEHHHUKOB MOKET
ObITH CMOJICIIMPOBAHA MyTEM pa3JiesieHus OoOIIeil reHeTHYeCKON AUCIIEPCUU Ha TaKOBYIO U3-3a
coBMecTHOTO HacneaoBaHusi IBD B KOHKpEeTHOM reHETHYECKOM MECTOMOJIOKEHUU TN MapKepe
U u3-32 JUCHEpCHUU, OOYCJIOBIECHHOW JAPYrMMH HEU3MEpPEeHHbIMH TeHaMu. KommoHeHT,
OOyCIIOBJICHHBIN OIPENCICHHON O0OJacThiO, BBIACISICTCS IyTEeM OLEHKH (PAKTUIECKOTO
coBMecTHOro HacienoBanus IBD B mpeamomaraemMom JIOKyce, a OCTaTO4YHas KOBapHalus
OTIPEIEISACTCS OKHUJIAaeMbIM COBMECTHBIM HACJICIOBAHMEM B JPYTUX JIOKYCax Ha OCHOBE
pOJICTBA.

['eneTnyeckasi reTeporeHHOCTh O3HAYaeT, 4To 0o0Jiee OJJHOTO BapHaHTA T€HETHYECKOTO
pUCKa OOBSCHSIOT TCHETHYCCKHI KOMIOHEHT. dopMa TeTepOreHHOCTH, KOTOpas 3aTpyIHSET
KapTUPOBaHUE T€HOB, — 3TO T'€TEPOTreHHOCTh JIOKYyca, I/ie (PEHOTUI MOXKET BO3HUKATH M3-3a
MYTAaIHi, TPOUCXOISIINX B OJHOM U3 HECKOJIBKUX PA3IMYHBIX TCHETHYCCKUX JIOKYCOB.

OTcrexuBaHue CUTHAJIOB O cueruieHud. [Ipy u3yueHun MOHOTEHHBIX OOJIe3HEH MOryT
OBITh  BBIBJICHBI  COOBITUS ~ KPOCCHHTOBEpa M yTOYHEHAa  O0JIacTh  WHTEpeca.
BocnpousBoaumMocTh B CHEIUIEHUH MOXKET ObITh 3aTpy/IHEHA, TOCKOJIbKY PETUOH, CBSI3aHHBIHN C
CaMbIM CHJIBHBIM CHTHAJIOM B aHAJIOTHYHBIX HCCIICIOBAHUSIX, MOXKET COCTABJIATH HECKOJILKO
necsITkoB  caHTuMopranoB (cM). Ilpu wmynbTHdakTopHOM 3a00JI€BaHUM  pa3lUYHBIC
WCCTIEOBAHUS CICTUICHHSI YacTO COOOIIAI0T O CHUJIBHBIX CHUTHAJaX B Pa3HBIX JIOKycax. JTO
MOJKET OBITh CBSI3aHO C MOJJMHHBIMU T€HETHUYECKUMHU PAIUYUSAMHU MEXKIY MOMYJISIUAMHI WU
HEJIOCTAaTOYHON MOITHOCTHIO HCCIIeNOBaHUsI. MeTaaHaau3 pa3HOHANPABICHHBIX PE3yJbTAaTOB
aHam3a.

16. IloanorenomMublii ananu3 accouuauuii. [ipeanocobiku. Meroasl. Pe3yabTaThl.
Orpannyenusi. /lonosHuTebHbIe (AaKTOPbl Pa3BUTHUSL HCCIACAOBAHMI 1O MOMCKY
MOJIHOT€HOMHBIX aCCOMAIHIA

[Touck monmnoreHoMHBIX accormanuii (GWA) OCHOBaH Ha MPEIOJIOKEHUH, YTO 00IIHe
TeHETUYECKUE BapUAHTHI MOTYT JIeXKaTh B OCHOBE MHOTHX OOIIUX MPU3HAKOB WJIH 3a00JeBaHUI
U 4TO MX JIy4Yllle BCErO HATH ¢ MOMOINIbIO MOMYJISIUOHHBIX HCCIEIOBAaHUI accolMalyy, a He
CEeMEHHOro aHaiM3a CLEIUICHHUs, JaKe €CIIM 3TO MOXKET MOTpeOOBaTh TECTHUPOBAHUS KAXKIOTO
resa B TreHoMe. MexayHaponHbiii mpoekT HapMap ¢ menpro Karajmoru3anuyd  OOIIMX
TEeHETUYECKUX BapHaIlMil YeloBeKa B IIEIOM psle STHUYECKUX Tpymi. OTKpBITHE OOIINX
IFeHETUYECKUX BAapHAHTOB, CBSI3aHHBIX C TAaKMMH 3a00JIEBaHUSIMHU, KaK CEPAEYHO-COCYIUCTHIE,
paxk MOJIOUHOM xene3bl, Auader I Tuma.

UccnenoBanus GWA 1peOyroT cOopa O0JIBIIIOT0 KOJIMYECTBA CIIYYaeB C ONPEACTICHHBIM
3a00JeBaHUEM M KOHTpPOJbHOW Tpymnmnoi. PaccrosHue mexay wmapkepamu (o6braHo SNP)
JOJKHO OBITh JOCTATOYHO IUIOTHBIM, YTOOBI OXBAaTUTh U3MEHEHHE B TEX JIOKYyCax, KOTOpbIE HE
OBUTH TeHOTUIHPOBAHBL. JJaHHBIE TEHOTHIIA MOTYT aHAJIM3UPOBATHCS PA3IMUYHBIMH CIIOCOOaMH,
HO CamMoe€ MPOCTOE — 3TO CPABHEHUE YACTOT MEXKAY CIydassMH U KOHTPOJISIMHU.

[TepBeiM oTamom wuccinenoBanuss GWA sBisercss cOOp MOAXOIAMIMX OOpa3IoB.
BonpmmMHCTBO MCCIEN0BAHMI IPOCTO CPABHUBAIOT YACTOTHI TEHOTHUIIOB B CIIy4asiX U KOHTPOJISX
JUIST KOHKpeTHOro 3aboneBaHusl. [[sI KOMWYECTBEHHBIX IMPU3HAKOB COOUPAIOT CIIy4alHYIO
BBIOOPKY 1100 JIF0JIeH C SKCTpeMalIbHBIMU 3HAUEHUSIMU IPU3HAKA.

MoImHOCTh  UCCIEOBAaHUS  3aBUCUT OT YacTOTBI H  BenW4MHBI  3ddexra
(hYHKIIMOHATILHOTO TEHETUYECKOT0 BapruaHTa (BapHaHTOB), 00a U3 KOTOPHIX Hen3BecTHHI. Eciun
CyOmoMmy sy, B3SATHIC IJIS aHAKM3a, HE OJMHAKOBO YacTO OTOMPAIOTCS B CIOydasx U
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KOHTPOJISIX, JIOOBIE  JIOKYCBI, KOTOpPbIE€ OTJIMYAIOTCS IO YacTOTe MEXIy OSTHMH
CyOnonyJIsIUsIMUA, MOTYT OKa3aThCs CBA3aHHBIMU C PUCKOM 3a0oneBanusl. JuddepennuanbHas
BBIOOpKA MOKET MPOU30MTH B Pe3yJIbTaTe HEMPABUIBHON CXEMBI, CITyYailHO WJIM TOTOMY, YTO B
OJHOW moArpymmne 3ab0eBaeMOCTh BbIIE (10 KYJbTYPHBIM, SKOJOTMYECKMM WM
TFEeHETUYECKUM IIPUYUHAM).

JIuna, xoTopele HE TOJBKO MMEIOT JaHHOE 3a00jeBaHHME, HO M HMEIOT JApYyrue
XapaKTePUCTUKH, MOTYT CUHTAThCS OOJiee CKIIOHHBIMH UMETh T'€HETHYECKYI0 OCHOBY CBOETO
3a0oneBaHus («reHeTHdeckoe ooOoramieHue»). Takue XapakTepUCTUKM MOTYT BKJIKOYaTh
paHHUI BO3pAcT Hayaja, CEMEWHBI aHAMHE3 W OOJIBIIYIO CTETIEHb TSDKECTH 3a00JIeBaHMUS.

I'enoTunupoBaHue o0pa3LoB BKIOYAaeT aHaiau3 MukpocxeM SNP 1o Bcemy reHomy u
pe3yJIbTaThl KaXJA0ro IeHOTUIIA ¢ TOYKU 3pEHUs] MHTEHCUBHOCTU JByX ayvienedl B SNP. Eciu
MHTEHCUBHOCTU I'€HOTHIIa HAHECEHbI Ha IpadUK Ul BCEX MHIAMBHIYYMOB B KOHKpeTHOM SNP,
OHM OTOOpa)karoTCsl B BHUJIE TPEX KJIACTEPOB TOueK (ToMo- M rerepo3urotsl). MHaukaropamu
po0JieM TE€HOTUIIUPOBAHMUS MOTYT OBITh HU3KHME 4acTOThl BbI30BOB SNP, oTKIOHEHHE OT
paBHOBecHusi Xapnau-BaitHOepra wiam HU3Kasg 9acToTa MHHOPHBIX ayuteneir. OOpaszern MoxKer
ObITh OOBEIMHEH C JaHHBIMM CO Bcero Mmupa (Hampumep, naHHble HapMap), kotopsle
BKJIIOYAIOT 00pa3nsl u3 EBponsl, Asun u Adpuxu. 10 maeHTHPHUIUPYET JIOACH, KOTOpPHIE
THUYECKH OTIUYAIOTCS OT OCTAJILHON YaCTH BHIOOPKH.

Ananu3 accoumauuu. Pa3inyHble KOMILJIEKCHBIE aHAIU3bl aCCOLMALUU MOTYT OBITh
IIPUMEHEHBl K KaHJIUJATCKUM HCCJIEI0BaHUSAM TeHOB, IIpoBepka CBs3M MeXAy I'€HOTUIIOM U
CTaTyCOM «CIIy4al-KOHTPOJIb», MUCIOJB3Ysl XU-KBaapaT lIupcoHa mnm €ro SKBUBAJIEHT, TECT
tperna Koxpana-Apmutumxka. WHrepnperanus pe3ynbraToB — BbIsiBUTH SNP ¢ Haumbonee
3HAYUMBIMH 3HAUYEHUSMH P.

OneHka BKJIaJa T€HETHMUYECKOTO BapHaHTa B pHUCK 3aboieBaHus Ha ocHoBe Ol wmm
OTHOCHUTEJIBHOTO PUCKA, JUO0O0 A KaXKAOro IeHOTHIA, JHM00 B MPENNONOKEHUN aJJAMTUBHON
MOJIeNH pucKa. JlanbHeHIuil aHaIu3 MOXKET BKJIIOYaTh aHaJIW3 MOATPYIII, €CJIU ONpeIeICHHbIE
(beHOTUNHMYEeCKHUE MOITUITBI UMEIOT Pa3INYHY0 FeHETHYECKYI0 OCHOBY.

17. Ananu3 accoumaumii. Merton rena-kanauaara. HccienoBaHusi ciyuvaii-
KOHTPOJIb. ACCOUMALMA C ONpPe/ie e HHbIMI N'eHOTUIIAMM M TalJIOTUIIAMH.

UccnepoBanusi 1Mo accoldanMid TEHOB METOJIOM TeHa-KaHAWJaTa HarpaBJICHbBI
YCTAaHOBJICHHUE WM XAPAKTEPUCTUKY CBSI3U MEXKAY TE€HETHUYECKOM H3MEHYMBOCTHIO B
KOHKPETHOM T€HE WJIH JIoKyce, u (¢eHoturnom. Emie oauH moaxon K KapTUPOBAHHUIO JIOKYCOB
konumyecTBeHHbIX npu3HakoB (QTL, JIKII) ucnonb3yeT mpuUHIMI HEPAaBHOBECHOTO CILICTIEHUS
(WM accoruanumn), T.€. MOUCK KOHKPETHBIX KOMOWHAIIMN ajuiesied, o KOTOPBHIM HaOII0aeTCs
HEeCJIy4aifHOe pachpeelieHne B HCCIEAyeMO Tpymme JHIl IO CPaBHEHUIO ¢ oOIen
MOMYJISAIHEH. AcCComMaIis €CTh KOPPENAIUs MKy OTACTbHBIMU aJJICISIMU U TPU3HAKAMU B
MOMYJISIUH.

B OonpmmHCTBE WCCIEIOBAHUN, WCIONB3YIONIUX METOJ] AacCOIMaIluii, CHadaja
dbopMynupyeTcss COOTBETCTBYIOIIAs TUIIOTE3a O BIMSHUM KaKOTrO-THOO W3BECTHOTO I'eHa Ha
MOBEJICHYECKUM TPU3HAK Wik 3a0ojeBaHrWe. OTOT TEH Ha3bIBACTCS T'E€HOM-KAaHIHUIATOM,
COIMOCTABIIAECTCSI BCTPEYAEMOCTh ONPENENEHHOIO alljielsl IeHa-KaHAWJaTa B MOMYJSIUU B
1IEJIOM U Y JIMII, 00JIaIaloIuX/He 00IaTarouX u3y4aeMbiM (eHOTUTIOM. [ €H-KaHIuaaT MOXKET
HE CaM peryJiIupoBaTh MOBEJIEHUE, a MMPOCTO OBITh TECHO CIECIUICHHBIM C TEM I'€HOM, KOTOPBIHA
Ha CaMOM JIeJIe UMEET OTHOIIEHUE K TPU3HAKY.

B ocHOBe accommanuy TEHETHYECKOTO0 Mapkepa ¢ OOJEe3HBIO MOTYT JieXKaTh TPH
MPUYMHBI: aCCOIIMMPOBAHHBIN JJOKYC M €CTh I'€H WU OJWH W3 T'eHOB 0O0JIC3HU; HEPABHOBECHE
M0 CHEIUICHHIO MEXIYy MapKEePHBIM JIOKYCOM U JIOKyCOM OOJIC3HH; acCOIMAIUS MOXKET OBITh
aptedakToM, BOZHUKIITNM BCJICICTBHUE MOPA3ACTICHHOCTH MOITYJISIIHH.

HanbGosee wuacTelii [uM3aliH HCCIENOBAHUS B TEHETUYECKOM DIUIEMHUOJIOTHH -
WCCIICIOBAHUS CITydaii-KOHTPOJIb. ICTIONB3yeT MeNeBy0 BRIOOPKY, YCTaHABIMBAS KOJIUYECTBO
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CJIy4aeB M KOHTPOJIEH 15l ONTUMU3ALUN CTATUCTHUECKOW MOIIHOCTH.

Acconyanys reHOB-KaHAWJAaTOB M3ydaeT BapHalMIo B Ipeaenax o0lacTU-KaHAWAATa,
3axBau€HHON OJHUM WJIM HECKOJIbKUMH MOIMMOP(GHBIMU JIOKycamu, yacto SNP. Paccmorpenue
rafjoTUIIOB, COCTOSIIUX W3 aJUIENbHBIX COCTOSIHUH Heckosibkux SNP B mpenenax pernosa-
KaHIHMaTa, MOXET OCYLIECTBIAThCA JBYMs CIocoO0aMu. [ammoTUmbl MOTYT CUMTAThCS
9KBHUBAJIEHTHBIMU MYJIbTHAJUIEIbHBIM NOJUMOP(HBIM MapKepaM, U 3aTeM aHAIU3UPYETCs PUCK
JUIS KaXJIOTO M3 3TUX KOHKPETHBIX TaIUIOTUIIOB, MM MOXET HCII0JIb30BATHCA I10JIXO]
kapTupoBaHusi LD, KOTOpBIN yUMTHIBAa€T BCE€ BapHalllu, HAOIIOaeMble B T'€HE, HO MO3BOJISET
UACHTU(UIMPOBATE JIOKYC, TIOKa3bIBAIOIIMK HAMOOJbIIEe CBUICTEIBCTBO COXPAHCHHS
IIPEJI0IaraeMoro HaclIeCTBEHHOr0 rafjoTuIa.

18. Cemeiinble wucciegoBaHUs acconmanuii. JlocToMHCTBA MeToda ceMeHHOM
accounauuu. Meroa HepaBHOBECHOM Mepexadyu ajiesiei.

CemMelinble HMcCEIOBAaHUSI ACCOLMALMU MCIONB3YIOT MH(GOPMAIMIO O Tepefadye T'eHOB
BHYTPU CEMBH, YTOOBI BBIBECTH CBSI3b MEXKIy T'CHETHYCCKUMH MapKepaMu W 3a00JICBaHHEM
WU KOJIMYECTBEHHBIMH (eHOTHNaMU. Kak mpaBuio, ceMeiHbIe eUHUIIBI HEOObIINE, HO IS
aHaJIM3a COOMPAIOT OOJBIIOE UX KOJIMYECTBO. J[OCTOMHCTBA: YiICHBI OJHOW CEMBH, BEPOSITHO,
OyIyT HMMETh BBICOKYIO JOJIO OJIMHAKOBBIX BO3JICHCTBUN OKpPYXKAIOMIEH CpeAbl, MOITOMY
paznuunus B (EHOTHIIE, CKOpEe BCEro, CBSI3aHbl C TEHETHYCCKUMH pazimuusmMu. OHH
MO3BOJIAIOT TPOBOJIUTH MCCIICIOBAHUS TPOUCXOXKICHUS OT POIUTENS, KOTOPHIE IO3BOJISIOT
n3y4arb 3 (HEeKThl UMIPUHTHHTA U B3aUMOCHCTBHS MEXKIYTCHOTHUIIAMH MAaTePH | ILIOJIA.

OrpaHuveHne - CIO)KHOCTh U CTOMMOCTH MPHUBJICUYCHUS B MCCICAOBAHHUE TTOIXOISIINX
YJIEHOB ceMbHU. [[s1 Ka)KAOro BBISIBICHHOTO Cyd4as Tak)Ke MOJKHBI ObITh OMpEeAeNeHbl €ro
pomuTenu WM OpaThsi W CECTPBI, HEOOXOJMMO IMONYYHTh coriacue u u3Biedb ux JIHK.
CeMeiiHble UCCIEIOBaHMS 4Yallle MPUMEHSIOTCA K 3a00NeBaHUSM C pPAaHHUM HadajoM, H
MPEAIoYTeHNEe OTaaeTcsl Oojiee MEJIKMM HWCCIICIOBAaHUSM KaHIUAATHBIX TE€HOB, a He
CKaHHUPOBAHUSAM BCETO T€HOMA, JIJIsl KOTOPBIX TPEOYETCsI MHOTO ThICAY CITy4aeB.

HamGonee dWacTto WCMONB3yeMbIM CEMEHHBIM TECTOM AaCCOIHAIMH SBISICTCS METOJ
HEpaBHOBECHOH  mepenaun  ameneil. PaccmaTpuBaer mepeady  BapuaHTa — ajuieds
JBYaJUICIIEHOTO MapKepa OT TeTePO3UTOTHBIX POJIUTENICH K MTOPAKECHHBIM JCTSIM.

HaubGonee mnepcnekTUBHBI UIsi HUASHTHU(HUKAIMU TEHOB KOMIUIEKCHBIX COCTOSHUMN
WCCIICIOBAHMS acCOIMAIlMH Ha CEMEWHOM Matepuaiie. [Ipu 3TOM KOHTPOJBHYIO TMOITYJISIIHIO
alyenel COCTaBISIIOT AJJIENH 3J0POBBIX POAUTENCH, KOTOPBIE HE MEePEAa0TCsl OOTBHBIM JETIM.
Orot nmoxxox HaseiBacTcs AFBAC-meronom (ot anrmiickoro Affected Family-Based Control).

19. Mouck accoumanmii B M30JMPOBAHHBIX MOMYJISHUAX ¢ HEOOJbIIUM YHCIOM
OCHOBarTeJ1eil

Korga nHoBast momymsiiust co3gaeTrcsi W3 HEOOJBIOro Yucia oco0ei-OCHOBaTeNeH,
3¢ (deKkT ocHOBaTeNs O3HAYaeT, YTO TEHETHYEeCKOe pazHooOpa3ue MOTOMCTBA OTPAaHUYECHO
TEHETHYECKUM Pa3HOOOpa3ueM MOMyJIAIuu-ocHOBaTe . Korma u301MpoBaHHbBIE TOMYJISIIUA
COXPAHSIOT HEOOIBIIYI0 YHCIEHHOCTh B TEUEHUE HECKOJBKUX IMOKOJICHWH, 3TO Ha3bIBACTCS
Y3KHUM TOPJIBITIIKOM (TOPJIBIIIKOM HU3KOW YMCICHHOCTH), M 3HAUUTEIbHAS J0Js1 TeHETUUECKOTO
pazHooOpa3usi MOXeT ObITh yTepsHa u3 reHodoHAa. DPdexT ocHoBaTenss MOKET OBITh
OTBETCTBEHHBIM 3a pA3IUYHbI TeHeTHYeCcKHi Mpoduiap MO HEHTpalbHBIM MapKepawm,
HaOIIIO/IaeMBIii B Pa3HBIX MOMYJSAIUAX, a TAKKE 32 Pa3HBIE YaCTOTHI OJTHOTO T€HETUYECKOTO
3a0071eBaHNs, HAOIIOJAEMBbIC B Pa3HBIX TOMYJISIIHASIX.

Eme onHol cTparerneil reHeTUYEeCKOro KapTUPOBAHUS SIBIISETCS MOUCK aCCOLMALUN B
M30JIMPOBAHHBIX MOMYJISILUAX C HEOOIBIIUM YUCIOM OCHOBATENeH (KapTUPOBAHHUE C TIOMOIIbIO
HEpaBHOBECHs IO CIeTUIeHHI0). YeM Oojee BBICOKAs CTENEHb TCHETUYECKOW H3OIISAIUU
XapakTepHa Ui HOIMYJISIIUK, TeM OOJbIie A0S OOJMbHBIX, YHACIEAOBABIIUX I'eH OOJE3HU OT
o0mIero mpeaka, U, COOTBETCTBEHHO, TEM OOJbIIE BEPOSTHOCTh, YTO MPUYUHON acCOIMAINH
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SBIICTCS (DU3MUECKOE CIICTICHHE MapKepa ¢ TeHOM Oose3Hu. Bce uieHbl M30IMpOBaHHOMN
MOMYJISIUUM SIBJIAIOTCS, B ONPEIEIICHHOW CTENEHH, NaJbHUMHU pOACTBEHHUKamu. CpaBHUBas
4acTOTy ajuielieil y OOJIbHBIX M B KOHTPOJIHOM TPYIINe, MOKHO OLIEHUTH JIOI0 OOIIUX ajuieneit
y JaJbHHUX POACTBEHHUKOB, MCIOJIb3YsSd HE TOJIBKO MEWO3bl B JAHHOM IOKOJICHMH, HO M BCE
MeHO03bl B UCTOPUH TIOIYJISIITUU.

AKTHUBHO HCIIOJIB3YyEeTCS B KauyeCTBE TI€HETUYECKOTO H30JIATa (PUHCKAS IOIYJISIH.
Crparerusi KapTUPOBAHHS 110 HEPABHOBECHIO HEAABHO OBLIA YCIICITHO MPUMEHEHA IS TIOMCKa
reHa auactpodudeckoir mucriazuu (DTD) - MOHOrEHHOTO MEHJIEIEBCKOTO 3a00JIeBaHMS.
TpaauurOHHBIE METOABI aHAIW3a CUECIUICHUS MO3BOJWIM JIoKain3oBarh reH DTD B palione
pasmepoMm 2 MO, a 3aTeM aHaAJIU3 HEPABHOBECHS 1O CLECIJICHUIO B (DMHCKOM MOIYJISIUN CY3HIT
3T0T peruoH 10 40 KO, uTo no3BoamiIo KJIOHUPOBATH T'E€H.

20. Meroapl TeHeTHYECKOH JSNMUIAEMHMOJOTHH B  H3YYeHHHM  Pa3IN4YHBIX
XapaKTepPUCTHK M 3200/1eBaHUH Yel0BeKa.

Meton rena-xanaujgata. B Tepanuu penpeccuu M HEKOTOPBIX APYTHX MCUXUYECKHX
3a00J€BaHUN, CBA3aHHBIX C TIIOBBILIEHHBIM OECHOKONMCTBOM M  TPEBOTOH, IIUPOKO
WCTOJNB3YIOTCS TpenapaTsl, JCHCTBYIONIME Ha OEJIOK-NIEPEHOCYMK CEpOTOHMHA B HEPBHOM
cucreme. OOMEH CepOTOHHHA B HEPBHOW CUCTEME MMEET OTHOIIEHUE K PAa3BUTHUIO COCTOSIHUN
TpeBoru u aenpeccud. COOTBETCTBEHHO, T'€H, KOJUPYIOLIUN O€I0K-NEepEeHOCUUK CEpPOTOHUHA,
paccMaTtpuBaeTcsi Kak TIeH-KaHauzaar. Jlanee rumoresa IpoBEpsETCS € HUCIOJIb30BAHUEM
aHaJIM3a CLUEIJICHU, METO/Ia aCCOLMAli U MyTallMOHHOTO aHAJIA3a.

I'enpl, koaupymomme OeNKH, y4acTBYIOLIME B Ipolieccax Iepefauyd HHpopMaluuu B
HEPBHOW CHCTEME, BBI3BIBAIOT MOBBILICHHBIH MHTEPEC HCCeAoBaTeNel KaKk BO3MOXHbBIE T€HbI-
KaHJIUJAThl JJIs MOBEJEHYECKUX MpU3HaKoB. Hampumep, reHOM-KaHIAMIATOM JJIsl TIOBEJEHUS,
CBSI3aHHOT'O C pUCKaMH (TIOMCK HOBU3HBI), SIBJISIETCS T'€H, KOAUPYIOIMUN perentop AodhaMuHa.

B acconuaTuBHBIX HCCIENOBAaHUAX COINOCTABISAETCS BCTPEYAEMOCTH OIPEACIECHHOTO
ainjens TeHa-KaHIuJaTa B NOMYJSIIMM B LEJNOM My JUI, 00JaJarollux/He o0JaJarommx
U3y4aeMbIM THUIIOM IOBEJIEHHsS WINM MOpaXeHHBIX Oosie3Hbto. Ecnu naHHBIM amiens yare
BCTPEYAETCs Yy JItOJIeH C BHIPAKEHHBIM MOBEJCHUECKUM MPU3HAKOM (WM 3a00J€BaHUEM), YEM Y
TeX, KOMY OHO COBEPILIEHHO HE CBOMCTBEHHO (MU 37J0POBBIX), TO MOXXHO IpEAINoarath, 4ro
aljieNb WUrpaeT OIpPEAETCHHYIO poJjib B HACIEACTBEHHOM JAeTepMHHAaIMK IpusHaka. OnHako
MOXKET CIyYUTBHCS TaK, UYTO T'€H-KaHIUIAT HE caM DEryJupyeT MOBEACHHE, a MPOCTO TECHO
CIIETIJIEH C TEM I'€HOM, KOTOPBIN Ha CAMOM JIeJie UMEET OTHOIIEHHE K TPU3HAKY .

4. IOPAJIOK IMTPOBEJIEHUS U KPUTEPAY OLIEHUBAHUS ITIPOMEKYTOUYHOM
ATTECTAIIMHN

4.1. Ilopsiok NpoBeieHNsI IPOMEKYTOYHOM aTTecTAlNU

B pamkax Tekymiero KOHTPOJISI B TEUEHUE CEMeCTpa AJs OLICHKM 3HAaHUM, YMEHHH,
HABbIKOB, TIOJYy4YaeMbIX B XOJ€ U3Y4YEHMs JUCUUIUIMHBI, YYUTHIBAETCS KOJUIEKTHBHOE
BBINOJIHEHUE pe(epaTUBHBIX COOOIIEHNI 1 YCTHBIE OTBETHI Ha 3aHATHUSAX.
Kpurepuem ycnemHocTH OCBOEHHUS YydeOHOro Marepuaja [0 OKOHYAHHUI0 Y4eOHOro
cemecTpa (IIPOMEXYTOYHAsi AaTTECTallusl) SIBJISETCS HKCIEpTHAas OIEHKa IperojaBaTels,
YUUTBIBAIOLIAs: TEKYIYI0 YCIEBAEMOCTh B T€UEHUE ceMecTpa (YCTHBIM ompoc, pedepaTuBHbIe
cooOmienusi). Kpome Toro, skcmepTHas OIIGHKa IperojaBaTeNisi MOXET OCHOBBIBATHCS Ha
PEryJIPHOCTH TIOCEIEHUs] 00s3aTelbHbIX YYEOHBIX 3aHATUI, YCIEIIHOCTU BBIOJHEHUS
YCTAHOBJICHHBIX Ha JJAHHBIM ceMecTp 00bEMOB pabouei mporpamMmel.

[IpomexxyTounasi aTrecTalysi NpoBOAMTCA B Qopme 3aueta mo Owneram. buner
COJIEP’KUT JIBa TEOPETUUYECKUX BOIIPOCA.

4.2. Kputepuu olleHUBAHHMS MPOMEKYTOYHONH ATTeCTALMH MO BHIAM OL€eHOYHBIX
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CpeACTB
4.2.1. Kputepuu oueHUBaHHUS TEOPETHYECKOr0 BOIIPOCa

CTyIeHT TMOJIydaeT OIICHKY «3auTEHO», €CJIM OH BJAJCET OCHOBHBIMU IMOHSTHSMH
SIHUIEMHUOJIOTHH, IPEACTABICHUIMU O 3HAYCHUH SIUICMHUOJIIOTHIECKAX HCCIIEI0BaHU B OHO-
JJOI'M U MCJUIUHEC, 3HACT OCHOBHBIC MCTOAbI SIINMICMHOJIIOI'MYCCKUX I/ICCJICILOBaHI/Iﬁ, CHOCO6CH
IUTAHUPOBATh MIPAKTHYCCKYIO AEITEIBHOCTD B 001aCTH SITHAEMUOIOTHH.

CTyIeHT MOoJydaeT OIEHKY «HE 3a4TeHO», ©CIM OH IMPOJEMOHCTPUPOBAI HE3HAHHUE
OCHOBHBIX IMOHSATHI SIUJIEMHUOJOTHH, HE BIIAJEET MPEACTABICHUSAMH O 3HAUYCHUH DIHIEMHO-
JIOTUYCCKUX I/ICCJICIIOBaHI/Iﬁ B 6I/IOJIOFI/II/I U MEIUIMUHE, HE 3HACT OCHOBHBIC METOABI 3ITUIACMHO-
JIOTMYECKUX HCCICIOBAHUH, HE CIOCOOCH IUTAHUPOBATH MPAKTUYECKYIO ESITEIbHOCTh B
00J1aCTH SIUIEMUOIOTHH.

4.3. Pe3yabTaThl NPOMEKYTOYHOH AaTTECTAIIMM W YPOBHH C()HOPMUPOBAHHOCTH
KOMIIeTeHI Uil

[Ipu noaBeICHUM UTOTOB YUUTHIBAIOTCS PE3YJIbTAThI TEKYIIEH aTTeCTaI|H.

Oco0eHHOCTH MPOBEACHHUS MPOIIETYPhl OLICHUBAHUS PE3YIbTATOB O0YUYCHHS] MHBAIH]IOB
W JIMIl C OTPAaHUYEHHBIMU BO3MOXXHOCTSMH 3JI0pOBbSi 00O3HA4YeHBI B paboueld mporpamme
JUCIHUILTAHBL (MO JIS).
«1 ypoBeHb»- 03HAKOMIIEHHE (MMETH OOlIIee MpeCTaBlIeHUE, y3HABATD);
«2 ypOBeHb» - IOHUMaHUE Y4eOHOro MaTepuaia, U3JlaraeMoro B yu4eOHUKE, METOAMYECKOMN
pa3paboTKe WM IpenojaBaTesieM;
«3 ypOBEHB»- YMEHHUE JIOTUYHO, ITOCIEI0BATENBHO, JOCTATOYHO IMOJTHO U TOYHO U3JIaraTh
M3Y4YEHHBII MaTepral;
«4 ypoBEHb»- TBOPUECKH UCTIOIH30BATh MOJIYYCHHBIC 3HAHUSI.

st yoosnemsopumenvroti (TIOJ0XUTENBHON) OLIEHKU 3HaHUM TpeOyeTcs MUHUMYM 3-1f
YPoGeHb YCBOEHHS yu4eOHOTO MaTepHaa.

Tpeﬁonamm (KpnTepuaubHue noxa3aTeJm) K YPOBHIO OCBOCHUSA TUCHUIIJIMHBI

3aver mo aucrumuiuHe «IIpoOiieMBl SMUAEMUOTIOTHI» MOXKET OBITh BBICTABIEH I10
uTOraM TeKkyIlell ycneBaeMocTu. [[st cTyJeHTOB, He HaOpaBIIMX HEOOXOAMMOE KOJHMYECTBO
6amioB (75%) st BBICTAaBIEHHUS 3ayeTa MO WUTOTaM TEKYIIeH YCIeBaeMOCTH, MPOBOJTUTCS
3a4eTHOE 3aHSATHE.

PC3YJ'ILT8.T 3a4cTa Tpe6OBaHI/I}I K 3HaHUAM

3aureHo CTyZeHT mnoiyyaeT OLEHKY «3a4TeHO», €CIM OH BIajeeT
OCHOBHBIMH TOHSTHSMH SMUIEMHOJIOTHH, MPEICTABICHUSIMH O
3HAYeHUU SIUAEMUOJIOTHUECKUX UCCIEI0BaHUNA B OMOJOTHH U
MEIUIIMHE, 3Ha€T OCHOBHBIE METOJBI AMHUAEMHUOIOTHUECKUX
UCCIIEIOBAaHHM, CIIOCOOEH IIAHUPOBATh IPAKTHUUYECKYIO
NeSITeIbHOCTD B 00JIACTH MHMIEMUOJIOTUH.
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He 3aureno

CryneHT 1Ody4yaeT OLEHKY «HE 3auTeHO», €CIM OH
IIPOAEMOHCTPUPOBA HEe3HaHHe OCHOBHBIX HOHATUI
SIUIEMHUOJIOTUH, HE BIIaJICET
NPEICTaBICHUAMU O  3HAUEHUM  SMHUJIEMHOJIOTHYECKHUX
WCCIICIOBAaHN B OMOJIOTMM M MEAMIIMHE, HE 3HAET OCHOBHBIE
METO/bI MUIAEMHUOJIOTHYECKUX UCCIIEI0BAaHUH, HE ClTOCOOEH
IUTAHUPOBATh ~ MPAKTUYECKYI  JESATEIBHOCTH B 00JacTH
SIMIEMHOJIOTUH.
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06.04.01 buosorusi, OITIOII I'eneruka, OIIOII PagnanuonHasi 0MoJ10rus,
®OC PIIJ IIpobaeMsbl 3muaeMuoJI0rum, rox Hadbopa 2025, ¢popma o0yuenus
OYHasA

[IpopekTop mo yuebHoit pabote yrBepxkaeHo 24.02.2025  A.A. Canamaros

VY4eHbIM COBETOM OHMOJIOTMYCCKOTO Q)aKyaneTa

ITpoTtoxon 3acenanus Ne 6 ot 21.02.2025

[Ipencenarens YueHnoro coBera

Oouosornueckoro (axkyprera COTJIACOBAHO J.C. CramkeBu4

3acenanuemM kadeapbl paauauMOHHON OMOJIOTHH

[Tporokon 3aceganust Ne 7 ot 21.02.2025

3aBenytomuii kadeapoit coriacoBaHo A.B. AkneeB

ABTOp (COCTaBUTEND) H.N. Atamanrok

CrtpykTypa padoyeil mporpaMMbl COOTBETCTBYET NpuKa3y pekropa ®I'bOY
BO «Yeal'¥» ot «13» anpess 2021 r. Ne 247-1



