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DoH/1 OLIEHOYHBIX CPEACTB 10 aucuuruinae «IIpobiaeMbl anuaeMuoIorumy o HarpasiaeHuto noarorosku 06.04.01
«buonorus»y ®I'bOY BO «Uenl'Y»

ctp. 1

Hanpasnennocts (mpodunn): Panuanuonnas Ononorus, reHeTuka

1. MMACHOPT ®OHJA OHEHOYHbBIX CPEACTB
Hanpasnenue noarorosku: 06.04.01 buosorus

Jucuunnuna: [Ipo6aemMsbl 3nuaeMuoI0run
Cemectpsl u3ydeHus: 2
dopma IpOMEKYTOUHON aTTECTALNHU: 3a4ET

2. IEPEYEHb ®OPMUPYEMbBIX KOMIIETEHIIUI
2.1. KomneTeHIuM, 3aKpeniéHHbIe 32 IUCHUTILIHHON

Wzyuenne  auctmiuivbel  «IIpoGjeMbl  3MMIEMHOIOTHM»  HAlpaBlICHO  Ha
(dbopMHEpOBaHKE CIEAYIONINX KOMITETCHIINH:
Kozt Coz[epxucaHHe Kbl B ConepraEme [Tepeuenp maHUpyeMbIX
KOMIIETEHIIMM | KOMIICTEHIIUI COTJIACHO PE3yJIbTaToOB 00Y4EHUsI 110
MHAUKATOpOB
(mo ®I'oC) oroc JUACIATUINHE
1 2 3 4
[1K-1 Cnocoben [1K-1.1. Ucnons3yer 3HaTh:
UCIIOIb30BATh 3HAHNE 0a30Bble NPUHIIMIIBI Juisa noctuxenus I1K-1.1.
HOpPMAaTHBHBIX IUTAHKPOBAHMS HAYYHBIX | 3HATH: THIIbI KJIMHUYECKUX
JIOKYMEHTOB, UCCIIEIOBAHUI U TIpaBuia | MCCIIEN0BaHMH, TJaOOPaTOPHEIE
perimaMeHTHPYIOIINX TEXHUKU 0€30MaCHOCTH 1 UTHCTPYMEHTAJIbHBIC
OpraHu3aLI0 npu pabote ¢ UCCIIEIOBAHMS,
IIPOBE/ICHUS HAyYHO- HCCIIeTOBATENBCKON JTUArHOCTUYECKUE KPUTEPUH.
HCCIIEI0BATENBCKUX arnmaparypou B Jns noctmxenus ITK-1.3.
paboT Ui pyKOBOJCTBA | COOTBETCTBHUH C 3HATh: OCHOBHBIE TPUHIIUIIBI U

paboYrM KOJUIEKTHBOM
u o0ecrieueHus Mep
MIPOU3BOJICTBEHHOI
0€30MacHOCTH

HaTPaBICHHOCTHIO
(mpoduiem) mporpaMmsl
MarucTparypsl.

[1K-1.3. [Inaaupyer
OpraHM3aIHIo0 U
MIPOBE/ICHNE HAYYHBIX
HCCIIEIOBAHUN T10
aKTyaJIbHBIM
OMOMEINUITMHCKUM
mpobiemMam.

METOJI0JIOTHUECKHUE ITOIXO0IbI
AIUEMUOIOTHYECKUX
HCCIICAOBAHUM.

YMeTh:

Jnsa moctmxkxenns T1K-1.3.
YMETh: aHAJTM3UPOBATH CHITbHBIC
U cyiabble CTOPOHBI pa3HbIX
THIIOB SIUAEMHOJIOTHYCCKUX
WCCJIeIOBAHMIA; TOAOUPAThH
OITHMAJIbHBIIA METO
SIUIEMUOIOTHYECKOTO
HCCIEI0BAHUS UCXO/I U3
0COOEHHOCTEH HccenyeMoit
IPYIIIbI, U3y4aeMOn
XapaKTePUCTUKH,
BO3MOJKHOCTEH MCCIIeIOBATES.
Baagers:

Jns moctmxkenns TTK-1.1.
BIIAJICTh. HABBIKAMH aHAIN3a
SIMAEMUOTIOTHUECKUX
UCCIIEJOBAaHMM 110 BEIOpaHHOM
TEeMe.
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DOoHJ| OIIECHOYHBIX CPEJICTB IO JUCIHILUTNHE «[Ipo0IeMbl MU IeMHOIOTHI 110 HarpaieHuto noarorosku 06.04.01

[1K-2

Criocoben
HCIOJIb30BaTh B
HAay4YyHOH U
MIPOU3BOJICTBEHHO-
TEXHOJIOTHYECKOU
NeSITeNIbHOCTH 3HAHUS
(byHIaMEeHTaIbHbBIX U
MIPUKJIQJHBIX Pa3/IeioB
PaTnoOHOIOTHYECKUX
TUCIUTUTHH

«buonorus» ®I'BOY BO «Uenl Y» crp. 2
IIK-2.1. Umeer 3HaTh:
pecTaBICHUE 00 Jns poctmxenuns 11K-2.1.
OCHOBHBIX 3HATh: COBPEMEHHbIE
AKCIIEPUMEHTAJIbHBIX U BO3MOYKHOCTHU I'€HETUYECKOMI
IUArHOCTUYECKUX SMUJIEMHOIOTHH, TTI03BOJISTIOIINE

METOJIaX PaOONOIOTHI
1 OMO(PU3UKH.

[1K-2.3. Beibupaer
00BEKT HAYYHOTO
UCCIICIOBAaHMS U
UCIIOJIB3YET
COBPEMCHHBIC
ounoduznueckue, MeTUKO-
OMOJIOTUYECKUE METOIbI

00paboTKH Pe3yIbTaTOB
HaOII0IEHUH, METO/IbI

Mojiesnen 1o3a-3pQexr.

OIICHUTH BKJIAJ TEHETHYECKOUN U
Cpea0BOI KOMIIOHEHTHI B
pa3BuTHe 3200JICBAaHHIA.

Ymern:

Jlns noctokenns [1K-2.3.
yYMETb: IoAOUpaTh
ONTUMAIILHBIA METO]T
UCCIICIOBAHUS JJIs1
YCTaHOBJICHHSI TIPUIHHHO-

HACCJIEAOBAHYS. CJICJICTBEHHBIX CBsI3E€H U
[1K-2.4. ITpumensier: STHOJIOTUU Pa3BUTHS
METOBI 3a00JIeBaHUM.
MaTeMaTHYEeCKOTO Baaners:

aHaJin3a, METOJIbI Jlna noctmkenus [1K-2.4.
CTaTHCTHYCCKOM BJIAJICTh: HABBIKAMH

IMPEACTABJICHUS PC3YJIbTATOB
HAay4YHO-HUCCICA0BATCIIbCKUX

TUTAHUPOBAHHUSI paboT, OIEHUBAIOIINX
AKCIIEPUMEHTA; reHEeTUYECKUI KOMITOHEHT U
TIPUHITAITEI TOCTPOCHUS BJIMSTHUE CPE/Ibl B PA3BUTHH U
MaTeMaTUYECKUX HACJIEJIOBAaHUH Pa3THUHBIX

3a00JIEBAHUIA.

3. COAEP/)KAHUE ONEHOYHbBIX CPEJACTB IO JIMCHUITIJIMHE

3.1 Buabl O1leHOYHBIX CPEICTB

HanmenoBanme
HanmMeHnoBanme
OIICHOYHOI'O
Ne Kon OIICHOYHOT'O I
KonTponmupyembie TeMbl/ cpencTBa Ha
1/ KOMITETCHITUH/TITTAHUPY €MbI cpencTBa st .
pazzensl MIPOMEKYTOYHOMN
1| € pe3ysbTaThl 00yUYECHHS TEKYILEro
arrecrauuu Ne
KOHTPOJISt
3aJaHus

TTK-1 1. BBenenue B VYerublii onpoc. | Borpocs k
1 3HaThb: AMHJIEMHUOJIOTHIO. PedeparuBubie | 3auery Ne 1-9.

Hnsa pocrixenus IIK-1.1. | 2. OcuoBHbIe THITBI COOOIICHHMSI.

3HAaTh:. TUIIbI KIMHUYCCKUX SMUACMHUOJIOTMYECCKUX

HCCIIEOBAHNH, HCCICAOBAHUM.

nabopaTOpHbIE U

WHCTPYMEHTAJIbHBIC

HCCIICIOBAHUS,

JUArHOCTHYECKUE KPUTEPHUU.

Jns poctmxenns 11K-1.3.

3HATh: OCHOBHBIE IPUHIIUIIBI

1 METO0JIOTMUECKIE

ITOIXOBI

SMUIEMHOIOTHISCKUX
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®DoHJ1 OLICHOYHBIX CPECTB N0 qucuumuimae «IIpobiaembl SmuaeMUoIorumy 1o Hanpasienuto noarorosku 06.04.01
«buonorus» PI'bOY BO «YHenl'V»

cTp. 3

HACCIIEA0BaHN.

YMmeTh:

Jlnst moctokenns 11K-1.3.
YMETh: aHAJIM3UPOBATh
CUJIbHBIC U CTa0bIE CTOPOHBI
Pa3HbBIX THUIIOB
SMHUAEMHUOIOTMYECKUX
MCCIIEI0BAHMIA; TOAOMPATh
ONTUMAIBHBINA METO/I
SIHUEMHOIOTHYECKOTO
HUCCIIEAOBAHUS UCXOIS U3
0co0EHHOCTEH HccieyeMoit
TpYMIbL, U3y4aeMoi
XapaKTePUCTHKH,
BO3MOKHOCTEH
HUCCIEN0BATENS.

Baanern:

Jns noctmkenus [TK-1.1.
BJIaJI€Th: HaBLIKAMU aHAIIN3a
SMUAEMHUOIOTMYECKUX
HCCIIENOBAHHUI 10

BBIOpPAHHOM TEMe.

I1K-2 1. OcHoBHbIE TUIbl | YCcTHBIN onpoc. | Bonpocs k

Hns noctikenus I1K-2.1. UCCIIeIOBAHMIA. COOOIICHHUSL.

3HATb: COBPECMCHHBIC 2. TeHeTnueckas
BO3MO>KHOCTH IT'€HETUYECKOM
SIUACMHUOJIOT U,

SITUIEMHOJIOTHH,
MO3BOJISIONINE OIICHUTh
BKJIaJ] TEHETHUECKOU 1
CPEIOBOM KOMIIOHEHTHI B
pa3BuTHE 3a00JIeBaHUM.

2 YmeTh:

Jlns noctkenns [TK-2.3.
YMETh: NOJ0UpaTh
ONTHUMAIBHBIA METOT
HUCCIIEIOBAHUS JIIIS
YCTaHOBJIEHUS TPUUHUHHO-
CIIEICTBEHHEBIX CBS3el U
ATUOJIOTHH Pa3BUTHUSA
3a00JI€BaHUM.

Baagern:

s noctmkenns [1K-2.4.
BJIAJIETh: HaBBIKAMU
MPEACTABICHUS PE3YyJIbTAaTOB
HAy4YHO-HCCIIEI0OBATEIbCKIX
paboT, OTIICHUBAIOIIINX
FeHETUYECKUIH KOMITOHEHT U
BJIMSIHUE CPEJIbI B PA3BUTUU U
HacJeA0BaHUU PA3THUUYHBIX
3a00JIeBaHHM.

3Harn: AMUIEMHOIOTHYECKUX Pedeparusnbie | 3aueryNe 10-20

Ilpumeyanue: munosvie 3a0aHus, Kpumepuu u noKazamenu OYEHUBAHUS 8 PAMKAX
meKywe20 KOHMpOJisl NpeoCmasienvl 68 pabouell npocpamme OUCYuUniunsl (Mooyas). Ilonnvie

KOMNJIEKMbl OYEHOUHbIX CPEOCME U KOHMPOIbHO-USMEPUMETbHBIX MAMEPUANO8 XPAHAMCSL
Kageope.
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3.2 Conep:xkaHue OLEHOYHbBIX CPEICTB
OIneHOYHBIE CpEICTBA NPOMEKYTOYHOM  aTTECTAIlMM  IPEJCTABICHBI  IEPEUYHEM
BOIIPOCOB JIJIS 3a4eTa.
Teopernuyeckue Bonpochl K 3a4ety «IIpodsieMbl 31H1eMI0JIOTHID

1. BBenenue B 31MAeMH0JI0THIO. I/ICTOPI/IH Pa3BUTUA INTNACEMUOJIOTUH.

OtBer: BaxHoii 3amaueil B OMOJOTHM SBISICTCS MpoOJIeMa MOJYYEHUs JOCTOBEPHBIX
pe3ynbTaTtoB B uccienoBanusx. Mcrounmku: 1) MccnemoBanus Ha OMONOTHYECKUX OOBEKTaxX
(MHKpOOpPraHU3MBbl, PACTEHHUS, )KUBOTHBIE) — HAOIIOAECHUS U dKcIiepuMeHTHI. 2) MccnenoBanus
Ha JIIOJIAX — SIUAEMUOJIOTMUECKHUE UCCIIEJOBAHMSI U SKCIIEPUMEHTHI.

OnuAeMHUoJIOrusl — HayKa O 3aKOHOMEPHOCTSAX BO3HUKHOBEHMS, PAaCHpPOCTPAHEHUS U
TedeHus 00Jie3HEH, BBIBIISIEMBIX MPH MOMYJISIIIMOHHBIX UCCIET0BaHUSIX.

OnuaeMuoorus — Hayka 00 OOBEKTUBHBIX 3aKOHOMEPHOCTSX, JISKAIIUX B OCHOBE
BO3HUKHOBEHHUS, pACIpOCTPaHEHUs] M  MpeKpalleHuss HMHQPEKUMOHHbIX Oone3Held B
YeJI0BEYECKOM KOJUIEKTHBE U METOJIaX MPOPMIAKTUKA U JTUKBUIAALNHN 3TUX OOJIE3HEH.

OnuAeMUoJIOorus Ha COBPEMEHHOM 3Tale OAHOBPEMEHHO pacCMaTpUBaeTCsl Kak:

1. ocoOplii MOAXO K M3yYCHHIO OOJIE3HEH C NMPUMEHEHHUEM TEOPHH BEPOSTHOCTH,
CTaTUCTHKH U CHIENN(UISCKAX METOIOB MTPOBEACHNUS HAYYHBIX YKCIIEPHMEHTOB;

2. METoj, ¢ MOMOIIBI0 KOTOPOTO MOKHO YCTaHOBUTH MPUYUHHO-CIICCTBEHHBIC CBS3H
IyTeM [POBEPKM THUIOTe3 O NPUYMHAX BO3HMKHOBEHMsI Ooyie3He U cmocobax Hux
MIPEIYNPEKACHNUS;

3. MHCTPYMEHT Ul NPUHATHUS YIpaBIEHUYECKUX pelIeHUH B cdepe 0OIIecTBEHHOIO
3/1paBOOXpAHEHUS, OCHOBAHHBIM HA HAayUHBIX JAHHBIX U BCKPBITHIX NMPUYUHHO-CIIECTBEHHBIX
CBSI3SIX.

4. WHCTPYMEHT U1 OLEHKH J(P(EKTUBHOCTH BMEMIATEIbCTB (IMAarHOCTUYECKUX
TECTOB, JIEUEOHBIX TEXHOJOTUN, MEPONPUATUI 10 OXPaHE 3/10pPOBbA U T.I1.).

5. METOJl, C MOMOUIBI0 KOTOPOTO MOKHO YCTaHOBUTH NMPUUMHHO-CIIEACTBEHHBIE CBS3H
MEX/1y BO3/1€UCTBUAMHU (DAKTOPOB pa3HOM NMPUPOABI U Pa3IUIHBIMU dPPEKTaMU B HOMYJISILIHH.

Emé B OpeBHOCTM BO3HMKJIM JBE TEOPUM pa3BuUTus »nuaeMuu. llepBas Teopus,
BbIIBUHYyTas [unmokpatoM, mpexamnosaraja, 49TO  NPUYMHOM  JMMIEMUN  SBISETCS
IIPOHUKHOBEHUE B OPIraHU3M JIIOJEH HEKUX BEIECTB — MHAa3MOB, HAaXOJSIIMXCA B KOCMOCE
WIM B IIOYBE, B YACTHOCTH, B OOJOTHUCTBIX MecTax. COrjlacHO 3TOMY MpEICTaBICHHIO,
BJIBIXaHUE MHA3M OOJBIIMM KOJUYECTBOM JIOJEH MPHUBOIUT K BO3HUKHOBEHUIO MAacCOBOM
3aboneBaeMocTd. BTopas Teopus mpeamnonaraia, YTO TNPUYMHOM PAa3BUTHUA SNHUIAEMHNA
SIBJIIETCS. PACHpPOCTPAHEHUE CpPEOu JIOAEH JKMBOrO OOJI€3HETBOPHOIO areHra. JTy TOUKY
3peHus BbIckaszan Benuuaiiimuii punocod I'peruu Apucrotens (IV B. 10 H. 3.), B HanbHelIeM
OHa Hamuia nocienoBareneid B JlpesHem Pume. Mapk Tepennumii Bappon (116-27 rr. 10 H. 3.).
B TeueHwe pgonroro BpeMEHM OCHOBHOW 3ajadeldl 3MHUIEMHOJIOTUM OBUIO HM3y4YeHHE
ungexyuonnvix sabonesanuu. Bo Bpems snudemuii 4actora 0co00 3apazHbIX WH(EKIHOHHBIX
3a0o0JeBaHUN pe3KO Bo3pacTaja. BhIJIO 3aMeyeHo, 4TO JIIOJM, MOOBIBAaBIIME B KOHTAKTE C
00JbHBIMU, OOBIYHO 3apakaJlUCh, HO BBI3JIOPOBEB, pPEAKO 3a00JeBald TMOBTOPHO. 3TH
SMHUIEMHOJIOTMYECKHEe HAOJIOJCHUsT JITTM B OCHOBY TEOpHUM  KOHTAarMo3HOCTH U
HEBOCIIPUUMYUBOCTH K HHPEKIMH - U cTaad 3P(OEKTUBHBIM CPEACTBOM NPOGUIAKTHKH
MHQPEKIMOHHBIX 3200J€BaHUH €IIe 10 OTKPHITUS MUKPOOPTraHM3MOB M MEXaHU3MOB UMMYHHON
3aluTel. B mocnegnue roabl, ocooeHHOo ¢ 20-TOo Beka, 3aJadaMH SITHIMMHOJIOTHM CTajld
HeHMH(EKIOHHbIE 3a00JIeBaHUS (HApUMEp, IUPOKO HUCCIEAYETCs SMUAEMHUOJIOTHS CepledHO-
COCYIUCTBIX 3a00J1€BaHU, OHKOJIOTHYECKHUX ).

1. IlepBble onMcaHus SNUAEMHUNA MPUBEAECHBI B MCTOPUUECKUX COYMHEHMSX. «Orel
ucropun» ['eponor; ®ykunun B «Mcropuu Ilemononecckoit BoHb»; ['asieH u ap.

2. Counnenunsx ['unmokpara (460—377 rr. 10 H.3.) «CeMb KHHT 00 SMHAEMHUSIXY.
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3. B snoxy Bo3poxienust KoHTarno3Hasi TuroTe3a Mojiyyusia pa3BuTHe.

4, Brutots 1o XIX Beka 3MIeMUOIOTHYECKIE UCCIE0BaHNs HOCUIN OIIUCATEIbHBIN

XapakTep U  OCHOBBIBAINCH HA SMU30JWYECKUX HAOMIOJCHUSIX 32  OTACIbHBIMU
SMUACMUSIMH.

5. ®opmupoBanne B XIX Beke MEOUIMHCKOW CTAaTUCTHKH, OTpaKaroLleu
3a00JIeBa€MOCTh M CMEPTHOCTh HACEICHHMS B KOJIHMYECTBEHHBIX IIOKA3aTENsAX, CTallo
CYILIECTBEHHBIM ()aKTOPOM B PA3BUTHU SIUIEMHUOJIOTUH.

6. Ha HOBOWi Hay4HOH M METOJOJIOTMYECKON OCHOBE SMHIEMHOJIOTHSI BO3POJIMIACH B
nepBoii monoBuHe XX Beka npu  ydactuu JI.K. 3abomotHoro (1866—1929), JILB.
I'pomameBckoro (1887-1979), B.A. bamenuna (1882-1978) u E.H. IlaBnoBckoro.

7. J1.K. 3a0010THBII CTall OCHOBOIIOJIOKHHKOM COBETCKOM  DIHIEMHOJIOTHH,
WHUILIMATOPOM OTKPBITHS MEPBOM B MUpPE Kadeaphl anuaeMuosioru B O1eCCKOM MEIUIIMHCKOM
unctutyre  (1920), aBTOpOM  MEPBOr0  OTEYECTBEHHOIO  PYyKOBOACTBA  «OCHOBBI
SMUACMHOIOTHI.

2. Tunbl KIUHUYECKHUX HCcTeqoBaHuil. O0cepBallMOHHBIE U IKCIIEPHUMEH-
TaJIbHBIE HCCJIeT0BaHusA. BoJle3Hb U IHarHo3.

OtBet: OCHOBHBIE THIIBI AITUAEMHUOJIOTHYECKUX UcciaeaoBanmii: 1)O0cepBalimoHHOe
rccaea0BaHue (McclieoBaHre 0e3 MPeTHAMEPEHHOTO0 BMEIIATEIbCTBA CO CTOPOHBI
HCCIIeIOBATEIA):

OmnucarenpHoe. AHAIUTHYECKOE (HamOOJee M3BECTHBIMU SIBJISSFOTCS OJHOMOMEHTHOE,
KOTOPTHOE W HCCIE0BaHUE THUIA 'Clydyal—KOHTPOIb"). 2)IKCIePUMEHTAIBHOE HMCCIIE0Ba-
HUE — CpaBHUTEILHOE HCCIICJIOBAHHE MPHU MPEeIHAMEPEHHOM BMEIIATENbCTBE B OJHY U3 HC-
CJIEyeMBIX TPyI (PaHIOMU3HPOBAHHBIN KIMHHYECKUN YKCIICPUMEHT).

Bonésup (1at. morbus) — 310 cocrosiHue opraHu3Ma, BHIPAKCHHOE B HApPYIICHUH €ro
HOPMAJTbHOW JKU3HEJCATCIIBHOCTH, TIPOJODKUTEIIBHOCTH JKH3HH, M €ro CIOCOOHOCTH
MOJIJICP’KUBATh CBOM TroMeocTa3. SIBisieTcs CIIEICTBHEM OTPAHWYCHHBIX SHEPreTUYCCKUX H
(YHKIIMOHATBHBIX BO3MOXKHOCTEH JKHBOM CHUCTEMBl B MPOTHBOIOCTABICHUHM MATOTEHHBIM
¢baxTopam.

310pOBbE — 3TO COCTOSIHHE IOJHOTO (PU3NYECKOTO, MCHUXHUYECKOTO M COI[HAIBHOTO
OJs1aromnoiiyuus, a He TOJIbKO OTCYTCTBUE OoJie3Hel niu pu3nueckux aedekToB (U3 npeaMOyIbl
BO3), Ouonoruyeckass mOJHOIEHHOCTh TPYAOCHOCOOHOTO MHAMBHAYYyMa. HopMma 3M0poBBs -
ONTHUMAJIFHOE COCTOSHUE JKHBOW CHCTEMBI, NMPU KOTOPOM OOCCIICUYMBACTCS MaKCHMalbHAas
aIalTUBHOCTH, T.€. MPUCTIOCOOIAEMOCTh K YCIOBHUSAM KH3HU.

[Tpenbomne3np — mepexo OT 310POBBS K OOJIE3HHU.

bonesnr - HapymeHueM QYHKIMH U MOPQOJOTHUYECKHX CTPYKTYp OpraHu3Ma,
perynsuun pyHKIHUHA U )KU3HEIES TeTbHOCTH.

Kimmanueckass cMepTe — OpraHu3M NEpPEXOAUT B  COCTOSHHE MHUHUMAJIbHOU
KU3HEIESATENIbHOCTH,  YTO  TIO3BOJIIET  TOBOPUTH 00  OTHOCUTEIIBHOHM  CMEpTH,

MPOJIOIKUTENFHOCTh KOTOPO MOXKET OBITh He Oosiee 5S—6 MUHYT.

buonornueckas cMepTh - HEOOpaTUMOE MPEKPAIICHNUE KU3HEACSITEIIBHOCTH OpraHu3Ma
Y OCTaHOBKa BCeX (hM3UOJIOTHUECKHUX MPOIIECCOB.

Jlnarao3 - MEAMIIMHCKOE 3aKJIIOUYEHHE O COCTOSIHHH 3J0POBbsI 00CIEyeMOro, a TaKkKe
CYIIHOCTH OOJIC3HM ¥ COCTOSHHM TIAI[ACHTA, BBIPAKEHHOE B TMPUHATOW MEIUIIMHCKOU
TEPMUHOJIOTUM U OCHOBAHHOE€ Ha BCECTOPOHHEM CHUCTEMATHMUYECKOM HW3YYEHUHU MalueHTa.
[Ipouiecc ycTaHOBIIEHHMS MArHO3a HA3bIBACTCS IMArHOCTHKOW. [lepBOHayaabHBIA JAUArHo3
MOXKET OKa3aThCs OIIMOOYHBIM; JIOTIOJHUTENHHOE OOCIEIOBaHUE CHUXKAET BEPOSITHOCTh
OIIMOKHU TUArHOCTUKH.

3. JlaGopaTopHble 1 HHCTPYMeHTAIbHbIE HCCJIeA0BaHus. [lMarnocTuueckue
KpPUTEpHH.
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Oteet: CuMNITOMBI 00JIE3HEN U PE3yJIbTAaThl UCCIICIOBAHUIA:

1) CyObeKTHBHBIE CHUMIITOMBI - 3TO OOYCJIOBJICHHBbIE 3a00JIeBaHUEM OIYIICHHUS
UCCIIeyeMOro, Hanpumep, 060Jib, TOLTHOTA, MOBBIIICHHAS YyTOMIIIEMOCTh. KOHEYHO, CUMITTOMBI
MOTYT OUIYHIaThCSl M OMUCHIBATHCA IO-PA3HOMY Pa3HBIMH JIIOJBMU WIM OJAHMM U TEM K€
YeJIOBEKOM, HO B pa3IMYHBIX CcUTyanusx. Ha TOYHOCTH omucaHusi CyOBEKTHBHOM
CUMITOMATUKU BJIUSET HHCTPYMEHT, KOTOPHIM OOBIYHO COOMpAIOTCA JaHHBIE; IS YIy4IlIeHUs
BOIPOMU3BOJMMOTH PE3YJIbTATOB OBLTH Pa3pabOTaHbl CTaHIAPTH30BAHHBIE METOIbI HHTEPBBIO U
BONPOCHUKU. Ha BbIsBIEHHE CUMITOMOB BO BpEMsI MHTEPBBIO BIMSET, OJHAKO, HE TOJIBKO
(bopMyIHpPOBKa BOIIPOCOB, HO TAK)KE CaM MHTEPBBIOEP U 0OCTaHOBKA IPH OMPOCE.

2) OObEKTHUBHBIE CHUMITOMBI - O3TO TMPOSBICHUS 3a00JEBaHUS, KOTOPHIE  MOXKET
HaOmomate  obcnemyromee Juio (OOBIYHO Bpay), HAmpUMep, ChIlb WM OTeK. Ha
MOATBEPK/ICHUE TPU3HAKOB BIUSAET CYOBEKTUBHOE CYXKJEHHE OJHOTO UCClIeoBaTeNs (MU
HECKOJIbKUX HuccienoBareneii). Takas cyObeKTUBHOCTb IMPHUCYLIA pe3ysibTaTaM, MOIydaeMbIX
MIPH ayCKYJIbTalWU (BBICTYUIMBAHUH) CEP/ILIa U JISTKUX UITH MPU HaJIbIAlUU (TIPOLLYTIHIBAHUH )
opranoB OpromHoinonocTn. OHa  OoTMeuaercs TaKke B  pEHTreHorpaduyeckux
WCCIICIOBAHUAX,  BKIIOYAIOIIMX  WHTEPHPETAMI0  PEHTIEHOBCKOTO  CHUMKA, M B
Mop(doorugeckom uccie0BaHun TKaHel. TOYHOCTh TaKuX 00CIeTOBaHUM 3aBUCUT OT
CTETIeHU COTJIaCOBAaHHOCTHU NEUCTBUI  pa3iNMuHBIX  HUcclefoBareneil  (MEeXIMYHOCTHAs
M3MEHYHBOCTB) M OT COTJIACOBAHHOCTHU PA3ITUYHBIX HCCIIEJOBAHUH, TPOBOISAIIMXCS OJHUM
JTUIOM (BHYTPUIIMYHOCTHASI U3BMEHYUBOCTD ).

3)Ilon pesynpTaTamMu  JA0OPATOPHBIX W  WHCTPYMEHTAJIBHBIX  HCCIIEIOBAHUM
MOHUMAIOTCSl 37I€Ch MPOSIBIECHUS, KOTOpble (PUKCUPYIOTCS NpUOOpPOM U, 3HAYUT, MEHBIIE
3aBUCAT OT CYOBEKTHUBHBIX CYXACHUN oOcienyemMoro win oOcieayromero. Hampumep,
OMOXMMHYECKHE aHAINU3bl KPOBH YACTO BBIMOJIHSIIOTCS aBTOMAaTUYECKUMHU aHAlU3aTopaMu, 6e3
y4acTus 4eloBeKa.

4) lnarHoctrueckue kputepuu. g (HopMyIMpPOBKH JHArHOCTUYECKHX KPUTEPUEB,
T.€., YCIOBHH, KOTOpPHI€ TOJDKHBI BBIOJHITHCS IS MOCTAHOBKH JIMArHO3a, WCIOJIB3YIOTCS
nposiBieHUs1 (CyOBEKTHBHbIE U OOBEKTHBHBIE CHUMITOMBI M pPE3YyJbTaThl HCCIEA0BaHMIA),
CUMTAIOLIUECS XapaKTEPHBIMU /ISl TaHHOTO 3a00JIeBaHMUS.

4. OcHOBHBbIe THNbI 3MUAEMHUOJOTHYeCKHX HccaenoBanuii. Kuaaccupuxamus.
IIpuunHHO-CJIeICTBEHHbIE CBA3M. JTHOJIOTHSI.

OTtBeT: DNUIEMHOJIOTUYECKAE  WCCIENOBAHUSA  OOBIYHO  OCHOBBIBAIOTCS  HA
YCTaHOBJICHHOM JuarHo3e. Ilpu TOMBITKE OLEHUTh WM TOBBICHUTH JIOCTOBEPHOCTH
JTUArHOCTHUKY CJIETYET YUYUTHIBATH CIeAyIOmue (paKTopsh:

1. CyObekTuBHBIE M OOBEKTHBHBIE CHMIITOMBI M pPE3yJbTaThl HcclefaoBaHui. Ha
pe3yNIbTaThl BIMSIOT CYOBCKTHUBHBIC OIIYIICHUS TAIUEHTa (CHMIITOMBI) U CYXXICHHS
uccienosarenss  (MpU3HAKU), a  TakXKe  TOYHOCTh  TPOBEICHHS  HCCIEIOBaHUM.
Bocnpon3BomuMOCTs  MOXKHO —3a4acTyr0 YJAy4YIIATh MyTEM CTaHAAPTU3AIUU  TIPOIEIYP
o0cienoBaHus M Ki1acCu(DUKAITHA.

2. JlmarHocTHYecKWe KpuUTepHH. BBIOOpD IMAarHOCTHYECKMX KPUTCPHUEB BIUSET Ha
BEPOSATHOCTh, C KOTOPOW HE MMEIOIIME JaHHOTO 3a00JIeBaHUS JHIA KIACCUPUIUPYIOTCS Kak
MMEIOIIHNE ero, U HaoOopoT. [[imst MHOrMX Ooe3Hel YETKO OINpeeICHHbIC IUAarHOCTUYECKHE
KPUTEPHUU OTCYTCTBYIOT.

3. Kunaccudukanus Oonezneit. Cucrema kimaccupUKAIMA HMEET COMYTCTBYIOIIHE
3a005IeBaHUs M CIEIUAIbHBIE PYOPUKH JUIT 0003HAYCHHUS SICHBIX, HESICHBIX U HEYTOUYHEHHBIX
CITy4aeB.

C 1948 roma Bceemupnas opranuzanus 3apaBooxpanenuss (BO3) mnyGnukyer
MepuoANYecKr OO0HOBIsieMyl0 MexayHaponHyro kinaccudukaiuio Oonesneir (MKbB). MKb
Hecsroro nepecmotrpa (MKB-10), onyonukoBanaast B 1992 r., Bkiarodaer 21 OCHOBHOM KIlacc
3a00JIeBaHU.
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OcHoOBHas 3ajlaya aHAJIUTUYECKOW SMUAEMUOJOTUM — OLIEHKAa BEPOSITHOCTU CBSI3U
MEXJTy OCOOCHHOCTBHIO OpraHM3Ma WJIM BO3JACHCTBHEM Ha Hero ((akropom) u 3aboseBaHUEM.
B3auMocBs3u  Mex1y MHOXKECTBOM (DAKTOPOB, HEHCTBYIOIIMX B pPEalbHbIX YCIOBUSX,
MHOTOMEpPHBI M pa3HOOOpa3Hbl, HE MPHUXOIUTCA HAIEATHCS, YTO 3a00JIEBaEMOCTh YAACTCS
CTaHJApTH30BaTh B OTHOUICHUHU BCEX HEAHAIN3UPYEMBIX BO3JEHCTBUI.

OTHOJOTHS — MPECTaBIsAeT cO00i HayKy O (pakTopax BHEIIHEH M BHYTPEHHEW Cpensl,
UTpaIOIIMX pOJb B BO3HUKHOBEHHMU IAaTOJIOTMYECKUX IpoueccoB. Ormnpenenser NpUYHUHB
aToJorud. Meronpl 3NUAEMHUOIOIMY HAIpaBJIEHbl HAa YCTAHOBKY IPUYMHHO-CIIEACTBEHHBIX
CBsI3eH IyTeM IPOBEPKM TUIOTE3 O IMPUYMHAX BO3HUKHOBEHUS Oose3Hel M crocobax HX
IIPENYNPEKICHHUS.

5. DakTopbl BOBHMKHOBEHUS PA3JIMUYHBIX THIIOB 3200/1€BaHUIA.

OtBer: OmnucaHue SBJISETCS MEPBBIM ATAlOM JIIOOOr0 3MHIEMUOJIOTHYECKOTO
HCCEAOBaHUSA W JaeT OTBEeT Ha Bompockl "kt1o?", "rae?" m "korma?" 3abonen. BeisBusiorcs
BPEMEHHBIE TeHJICHIINH 3a00JIeBa€MOCTH, C€30HHOCTH ("'korma?"), pacnpeaeneHue 3a001eBIINX
M0 MECTY XKUTEIIbCTBA, POKICHUS, pabOThl, MOTy4YeHHUs MeauuuHcKux ycuyr ("rae?"), momy,
BO3PACTY, HAIIMOHAIIBHOCTH, CEMCHHOMY M COI[HAIbHO-IKOHOMHUYECKOMY IMoJIoKeHuI0 ("KT0?")
u 1.11. O1HaKo, YTOOBI OTBETUTH HA BOMpPOC "mouemy?", OJHOTO OMHUCAHUS YXKE HEJOCTATOYHO.
[IpoBogsTcs uccnenoBanus: 1. @akrop Bo3aeicTBus. 2. MeauuuHcKue o0cne1oBaHusl. 3.
CTaTUCTHYECKAH aHaIN3

DK30reHHbIe  (aKTOpPhl JIEWCTBHS HA JIIOJed — XUMHYECKHe, (PU3HUYECKHE,

OHOJIOTHYECKUE.
!BAI'P'HSH EHME !
i

—jdmnamveckoe | [xmwmmueccxoe |]6nonormuecxoe]
GHMOTHMYECKOn
-+ Tennonoa I el aspoaonn *] (6norennce)
XKAMNYECKM S MWUKPOGHMORo—
ymaonoe *l setnecraa "] ruveckoe
B3NaKTpo- ] TFREenwe ! reHHan
MArHUTHOS METANALI MHKEHEP WA
-] caeToOROD L] nEcTHUMON
paanoaxTuenoel b+ nnacrTrmacew

= CINAB

Baxxupivu TaKXE SABJIAOTCA HCCICIOBaHUs OHAOI'CHHBIX (FeHeTI/I‘IeCKI/Ie),
reorpa(bnqecxﬂx, COMaJIbHO-3KOHOMHNYCCKHUX (I)aKTOpOB.

6. TIpyMHOUNBI OLIEHKH U MOBBINIEHHUSI IOCTOBEPHOCTH MUAEMHOJIOTHIECKOT0
HCCJIeIOBAHUS.

OTtBeT: DPHEeKTUBHOCTH PEIICHUS 3a/1a4 THIEMHUOIOTUYECKUX UCCIICIOBAHUIA
ONpEIESAETCSs, BO-TIEPBBIX, IOCTOBEPHOCTHIO MOJIYYEHHBIX PE3YyJIbTATOB; BO-BTOPBIX,
BO3MO>KHOCTBIO BBISIBIICHUSI PEAIBHO CYIIECTBYIOIINX IPUUUHHBIX 3aBUCUMOCTEH; B-TPETHUX,
HaWMEHBIIMMH 3aTpaTaMUd BPEMEHU K MUHUMAJIbHON CTOMMOCTBIO TTOJTYYEHHBIX PE3YyJIbTaTOB.
Bo3HrkHOBEHHE OLINOOK B SIHMAEMUOJIOTHUECKUX HCCIIEI0BAHUIX Yallle BCErO CBSA3aHO C TEM,
YTO SIUIEMUOJIOTHYSCKUE UCCIICTOBAHMS TIPOBOISATCS HE HA 0OIIEeH MOMYJISAIUHA TTPU
HECILIOIIHOM CTATHCTUYCCKOM HMCCJICIOBAHNM.

MeTo/1b1 yCTpaHEeHUS CUCTEMATHYECKUX OITHOOK.

Metopn Omnucanue DTanbl KCCIEA0BAHUS
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ctp. 8
«buonorus» ®I'bBOY BO «Henl Y» p
IJIaHU- aHaIM3
poBaHme
1 2 3
Pannomuzanus PacnipesienuTh ManueHTOB MO TPyINaM TaKuM 00pa3oM, YTOObI +
Ka)XZIbl{l TALIMEHT UMEJI PaBHbIE IIAHCHI TONACTh B TY WIMHHYIO
rpymity
Beenenue orpanuye- | OrpaHM4YUTh AUANA30H XapaKTEPUCTHUK MAIMEHTOB, BKIIIOYAEMBIX B +
HHM HUCCIIE0OBAHHE
ITon6op cootBeTt- KaxmoMy manueHTy B 0IHOM IpyIIIIe Mo100paTh OJHOTOMIN Ooiee +
CTBYIOIIUX I1ap MAIEHTOB C TAKUMHU e XapaKTePUCTUKAMH (KpOMe U3ydaeMoii)

JUT TPYTIIBI CPAaBHEHUA

Crpatudukarms CpaBHUTB BIMSHHUE N3Y4aeMOro (pakTopa Ha YacTOTY HCXO/IO0B
BHYTpH HNOATPYNII, UIMEIOIUX OANHAKOBBIA HCXOJHBIA PUCK

CrangapTuzanys MareMaTnuecku CKOppPEeKTHPOBATh HCXOAHOE 3HAUCHUE KaKOi-IIn00
npocTas ONHOW XapaKTepUCTUKH TakuM o00pa3oM, 4YTOOBI  ypaBHSITh
MOATPYMITBI IT0 HCXOIHOMY PUCKY

MHoxecTBeHHas CKOppeKTI/IpOBaTL pa3jandus 10 MHOT'UM BJIUAIOIIUM Ha UCXOJQ
CTaHJapTru3anus (baKTOpaM METOAOM MATEMATUYCCKOI0 MOJACITINPOBAHUA

AnHanu3 “HaniTyd-
LM BapUaHT - Hau-
XyALIMN Bapuant’

7.  IlpocnekTHBHBIEC U PEeTPOCIEKTHBHbIC UCCIEJOBAHUS B NHAEMHOJIOTHH.

OrtBer: QHHI[CMI/IOJIOFH‘IGCKI/IG HCCJICAOBAHUA MOI'YT OLITh IMPOCIHCKTUBHBIMU U
PETPOCIIEKTUBHBIMHU.

Cytb mpocnexktuBHoro (Puc.2) nccnenoBanus 3akitoyaercs B GOPMUPOBAHUN KOTOPTHI
U anbHENIIeM ee HaOIOCHNH C LIEIbI0 PETUCTPAIMK 32001€BAEMOCTH HJIM CMEPTHOCTH.

PerpocnektuBHoe uccnenoranue (Puc. 1) onupaercs Ha HHGOpPMALIUIO 00 SKCIIO3UIUU
1 3a001eBaHnH, COOPAaHHYIO B T€YCHUE KAKOTO-TO MEPHO/Ia B MPOIILIIOM.

HccnenoBanue CIIy4aii-KOHTPOJIb - AHAJIATUYECKOE SMUIEMHUOJIOTHYECKOE
HCCIIEIOBAaHUE JIUI] C

ornpeaenéHHON 0O0JIe3HBIO U JIUI] COOTBETCTBYIOLIEH KOHTPOJIbHOM TPYIIIbI, Y KOTOPBIX
6os1e3Hb OTCYTCTBYET. CBs3b MpU3HAKA U 0OJIE3HU U3ydyaeTcs IMyTeM CpaBHEHUs OOJIBHBIX U He
OOJBHBIX II0 YacTOTE BCTPEYACMOCTU CpE€AXW HUX TIIpU3HAKa WKW, C€CJIM IIPHU3HAKU
KOJIMYECTBEHHBIE, 10 YPOBHIO IIPU3HAKA B KAYKIOW IpyMIIE.

Takoe HUCCICO0OBAHUE ABJIACTCA PETPOCIEKTUBHBLIM, ITOCKOJIBKY OHO HAYMHACTCA IMOCJIC
nebrTa 3a00J€BaHUSl U HANpPABICHO HA M3yUYE€HUE BO3MOXKHBIX ATHOJOTHYECKHX (PAKTOPOB,
)IeflCTBOBaBHIHX B IIPOIIIIOM.

Epwan

Hasgpasm somstn necswann ssu

EoRavems |
| Coaynam
(Bamanus)

[Hew comnmpar monan

[ Hacoamaw

Kamrpamatae mugs '

| Mnenmogpen ot | T
- - Chmpaniin)

17 PO —— ’

Puc.1. PerpocniekTuBHOE HCCIIEIOBAHNE.
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Bpems

Harpas erme nccnenveamms

/\ / 5 Bommue
/ 3Jnoporie 43nmmmpnsau. f/

[ \
y mma
| Hacenemme | | Bomme

\ Y Heaxcnommpoe.
N o o7 N 3mopoeme |

Puc.2 IIpocrieKTUBHOE UCCIIEIOBAaHUE.

8.  KoropTtHoe ucciiefoBaHue H Hcc/Ie10BaHMeE N0 THITY CIy4Yaii-KOHTPOJIb.

OTBeT: DNHUAEMHOIOTUYECKHUE UCCIIEAOBAHMSI TIPOBOIST C UCTIOIH30BAHUEM KOTOPTHOTO
METOJ1a M METO/a CIy4ail-KOHTPOJIb.

Koropraple wuccienoanmsi (anri. cohort study, follow-up study) mnpenmocrasiser
naubosee 1) 1) KoroptHsiii MeTon oTOOpa McciaeayeMoil TPYIIIbI SBISETCS CaMbIM IPOCTBIM.
I'pynna MoxeT nenuTbes Ha JBe (3KCIOHMPOBAHHbBIE, HEIKCIIOHMPOBAHHBIE) UM HECKOJIBKO
KaTeropuil (Hampumep, HET BO3JCUCTBUS, HE3HAUMTEIHHOE BO3JCHCTBHE, 3HAUUTEIHHOE
BO3JICHCTBHE).

3areM ucclieyeMble JIUIa MPOCIeKUBAIOTCSA HAa MPOTSHKEHUU ONpPEAeNIEHHOro Meproja
HaOJIIOJICHUS C BBISBIICHUEM BCEX HOBBIX CIydaeB HcCienyeMoro 3aboneBanus. OObeInHEHNE
TpYNIbI HACEICHUS U TMIepuoJia prcka (T.e. HablI0JaeMOe YeIOBEKO-BpeMsl) Ha3bIBACTCA MHOT/IA
0a30il HWCClleIOBaHUsA, YKa3bIBAIOIIECH, OTKyJa BO3HUKAIOT Ciiydau 3a0oseBanus. [lomyuaemas
uHOpMaIUs UCIIONB3YeTCs Ul OLEHKH Kod(duireHTa 3a001€BaeMOCTH WM KYMYJISTUBHOTO
koa¢duLreHTa 3a6071€Ba€MOCTH CPEAU SKCIIOHUPOBAHHBIX U HEIKCIIOHUPOBAHHBIX TPYIIIL.

Bpewmst HaOmroieHUst MOXKeET ObITh OT HECKOJBKUX JHEH (IpH OCTPBIX 3a00J€BAHUAX) J10
HECKOJIbKUX JIECATKOB JIET (IIPU U3Y4YEHUU OO0JIE3HEN C JJIUTENbHBIM JATEHTHBIM NepuoaoM). B
KayecTBe HCTOYHHUKOB HHGOpPMAllMM MOTYT HCIOJIb30BaThCSl JIaHHBIE  MEIUIIMHCKON
AOKYMCHTAIuu, 3armucu aKTOB TpaXXJIaHCKOTI'O COCTOsIHH A, OITPOCHI, MCIUIIMHCKHUC
oOcrenoBaHusl.

HeskcnonupoBaHHass TIpymnma HCMHONb3yeTcss JUId  TOJydyeHHs HHGOpManuu o
ko3¢ dunreHTe 3a001€Ba€MOCTH, KOTOPBIM 0kuaics Obl B SKCIIOHUPOBAHHOW TpyImIe, eciu
Obl ucclieayeMasl SKCHO3MIMS HE TMOBJIMsJIa HAa YacTOTy JaHHOro 3aboieBaHus. [loatomy
HEIKCIIOHMPOBAHHYIO TPYHIy CiexyeT oTOMpaTh TakUM 00pa3oM, uyTOObl OHA COBIAjalia C
HKCIIOHUPOBAHHOM 10 IPYTUM OIPENEIUTENSAM PUCKA IS UCCIIETyeMOTro 3a00IeBaHMS.

CymiecTByeT TpW TPUHIMIAAIBGHO Pa3HBIX Crocoda oTOopa HEIKCIMOHUPOBAHHOU
TPYTIIbL:

1. BHyTpeHHee CpaBHEHHE — ONpENeNseTcs OJHa Tpymnma ¢ JOCTaTOYHBIM
KOJINYECTBOM DKCIIOHMPOBAHHBIX U HEAKCIIOHUPOBAHHBIX JIULI.
2. BHemHee cpaBHeHHWE —  OMpeJCNAeTCSs  OKCIOHWPOBAHHAs  Tpymma |

MPEANPUHUMAIOTCS MONBITKH HAWUTH IPYTYIO0 TPYMIY, HE YKCIIOHMPOBAHHYIO, HO CXOIHYIO C
MIEPBOM MO IPYTUM XapAKTEPUCTHKAM.
3. CpaBHeHHUE ¢ «OOIIMMY HAaCEICHHEM — OTMpPeAeIsIeTCsl SKCIIOHUPOBaHHAs TPyIIa,
1 3a00JIeBaeMOCTh B HEHl cpaBHHBAeTCS C 3a00JIEBa€MOCTHIO, HAIPUMEpP, BCETO HACEICHUS
KOHKPETHOTO reorpauueckoro peruoHa (paccMaTpuBaeMoro Kak « HEOKCIIOHUPOBAHHOEY).
UccnenoBanue  Ciiy4ail-kOHTPOJb  UAET OT 3a0oneBaHuss  (COOBITHSI) K  OIICHKE
AKCIIO3UITUH Y 3a00JICBIINX (CIIy9aeB) M 3JOPOBBIX JHUIL (KOHTPOJIECH ).
e [Ipu opraHusanuMu HUCCIECNOBAHMS «CIYy4al-KOHTPOJIbY» W3 IOIYJIALHUU
OTOHMPAIOTCS JINIA, HCXOJISl U3 TOTO, HMEETCS MJIM HE UMEETCSl Y HUX M3ydaeMoe 3a-
OoseBanue (JIFO00M IPYroil N3ydaeMblid HCXO).
e CTpyKTypa HCCICIOBAHUS CIy4ail-KOHTPOIb IOIPAa3yMEBAeT HAMYHE
JBYX TPYII HAOIIOACHUS:
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v OmnbITHas rpynna (ciaydan) BKIFOYAET JIUI, Y KOTOPBIX BBISBICHO JaHHOE
3aboeBanue (10O MHOM M3ydaeMbId UCXO]).
v KonTtponbHast rpynna (rpymnna cCpaBHEHHs) BKJIIOYAET JIHUI, Y KOTOPBIX
naHHOe 3a0oJeBaHue (MO0 000N UCX0/T) OTCYTCTBYET.
J OnBITHYIO ¥ KOHTPOJBHYIO TPYMIBI JIEJIAT 3aTeM Ha JBE MOATPYIIIBL:

«OKCIIOHUPOBAHHBIX» U «HEIKCIIOHUPOBAHHBIX» K M3ydaeMoMy (haKTOpy pUCKa.

9. MoaesiMpoBaHue B 3H/1eMHOJIOTHH.

OtBer: B o0mme xnaccudukanuu OoJie3HEH BKIIOYAIOTCA OOBIYHO IIMPOKHE
ornpeesneHuss MoHATHs Oone3Hb. Hampumep, B cnucok 0ose3He MOryT BXOJUTH TPAaBMBI,
OTpaBJICHUS 1 UHBAJIUIHOCTb.

Mogenp cxeMaTH4ecKu MOKa3bIBAET, KaK HECKOJIBKO JOMOJIHUTEIbHBIX MPUYUH
(cekTopoB) coBmecTHO (hopMUpPYIOT nocraTouyHylo npuumHy (kpyr) (Puc.) . Ha pucynke
[I0Ka3aHO TaKXKe, 4TO 3a00JIeBaHUE MOXKET UMETh HECKOJIBKO JI0CTaTOYHBIX IPUYMH U YTO OHU
MOTYT UMETh OJIHY WJIM HECKOJBKO OOIIMX JOMOJHUTEIbHBIX MpudrH. COriacHO MOJENu, JUIs
npodMIaKTUKKA 3a00J€BaHUs HE O00s3aTeNbHO 3HAHUE BCEX JIOMOJHUTENIBHBIX IPUYUH.
HckinroueHneM OJHOTO M3 DIIEMEHTOB JOCTAaTOYHOM NMPUYHMHBI NMPEAOTBPAIIAIOTCS BCE CIydYaH
3a00JeBaHMs, BO3HUKAIOUIME BCIEACTBUE O3ToW mnpuuuHbl. Kaxnas otraenpHas npuyuHa
3a00JIeBaHUs WMEET COOTBETCTBYIOIIYIO ASTHOJOTHYECKYIO IOJ0. J[oCTaTOYHON NpHYMHOM
ABJISIETCS Ta, KOTOpast HEU30€KHO MPUBOAUT K ONPEEICHHBIM MOCIEACTBUSM.

IIpumep Monenu.

B Jlocmamounou npuuuHou  SBISETCS Ta, KOTOpas HEM30€XHO MPHUBOJUT
OTIpENIeIEHHBIM ~ TIOCIIEACTBUSAM. EJMHWYHBIE TpPUYUHBI 3a00J€BaHUK pPEAKO OBIBAIOT
JOCTaTOYHBIMU. ODKCHO3MIMSA K TyOepKyJIe3HOH Majouke, Hampumep, o0s3aTeNbHO BEAET K
TyOepkysne3y. Ha puck pa3BuTus 3a00JjeBaHUs BIHUSIOT, CPEIU IMPOYETO, aHATOMUYECKUE U
¢buznonornuyeckue  OCOOEHHOCTH  JAHHOTO  JIMIA, BKJIIOYas  BO3MOXKHOE  HaJM4une
crnenn(ruYeckoro MMMyHHTETA.

B [IpuuynnHa, HE sABIAIOMASACT JOCTaTOYHOW cama TI0 cebe, Ha3bpIBaeTCs
OononHumenvHou npuyunoun. I'unepaunuaeMus, apTepuaibHas TUIEPTEH3Us, KypeHHe U
MOBBIILIEHHAs! CKJIOHHOCTh K TpOMOOOOpa30BaHUIO CUWUTAIOTCS, Hampumep, (¢GaKTopamu,
CIOCOOCTBYIOUIMMHU pa3BUTHIO HHGapkTa Muokapia. [lomapmnstomiee OONBIIMHCTBO BCEX
MPUYMH 3a00JI€BaHUS MOTYT CUHUTATHCS JOTIOJTHUTEIbHBIMH.

B Heobxooumorl TpUUMHON 3a00NieBaHUS SBIAETCS Ta, HAIW4YHE KOTOPOW JUIs
BO3HUKHOBEHHS 3a00JIEBaHUS 0053aTEbHO. JKCIMO3UIHS K TyOepKYJIe3HOH MajouKe SBISETCS
M03TOMY HEO00X0IMMOM (HO HE JOCTATOYHOW) MPUUMHON pa3BUTHUS TYOEepKyJie3a.

Mocraroynas Hocrarounas HocrarouyHas
upwlunm NpHYHHA NpMYHHA

Puc. Mozenb cxeMaTH4eCKUX IIPUYUH.
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Mogenp CcXeMaTH4eCKH II0Ka3bIBACT, KAaK HECKOJIBKO JIOMOJHUTENIBHBIX MPUYUH
(cekTopoB) COBMECTHO (OPMHPYIOT IOCTATOYHYIO NMpHUYUHY (Kpyr). Ha pucyHke mokaszano
TaKXe, 4To 3a00JIeBaHUE MOXKET MMEThb HECKOJBKO JOCTAaTOYHBIX INPUYMH U YTO OHU MOTYT
UMETh OJIHy WJIHM HECKOJbKO OOLIMX JONOJHHUTENbHBIX NpUYMH. Takas HpudyMHa Kak A,
NpEJCTaBIAOImas cOO0M 3JIEMEHT BCEX JOCTaTOYHBIX IPUYHUH, SIBISETCS HEOOXOIUMOMN
IIPUYHHOM.

CornacHo Mozenu, [uid Npo(pUIAKTUKUA 3a0o0jieBaHMA He 00s3aTeNbHO 3HAHME BCEX
JIOTIOJIHUTENBHBIX MPUYMH. VICKIIOYEHHEM OJHOIO U3 3JEMEHTOB JIOCTATOYHON IPUYUHBI
IPEJOTBpAIAlOTCs BCE Cclydyau 3a00JI€BaHUs, BO3HUKAIOIUE BCIEICTBUE ITOW IPUUYHHBI.

Kaxnas otnenbHas npudrHa 3a00J€BaHUs UMEET COOTBETCTBYIOIIYIO 3THOJIOIMUYECKYIO
noxro EF. DToT mokasarenp mpeacTaBisieT co0oil mpoIeHT TeX ciydaeB 3a00JeBaHHsI, KOTOPHIE
00yCJIOBJEHbI BO3ACUCTBUEM 53TOM NpPUYMHBI, HHAYe TOBOps, IPOLEHT BCEX CIIy4aeB
3a00JIeBaHMs, KOTOPBIE HE TPOM3O0LLIHN Obl, €Clii OBl JaHHAs IIPUYMHA ObliIa HCKITIOYCHA.

10. TepmuHOJIOTHSI, KOHLIENUMH M MOJEJHM B TeHEeTHYeCKOil 3MUAeMHOJIOTHH.
OcHOBHbIE NOHATHSA NOMYJISUMOHHON reHeTukH. HepaBHOBeCHOCTH MO CLENJVICHMIO.
PoacTBo, reHHast HIEHTHYHOCTD 110 MPONCXO0KICHUI0 U HHOPUIMHT .

I'enernueckas SNUAEMHUONOTHS U3y4aeT BIUSHUE T'€HOB U OKpY’KalOLIeH cpenbl Ha
MOKa3aTeau 370POBbS U BOCIPUUMYHMBOCTU K OONIE3HSIM cpedu HacelneHHs. J(MCUUIUIMHA Ha
CTBIKE MOMYJSIMOHHON TI'€HETHKH, KOJMYECTBEHHOM TI'E€HETUKH, MEIUIMHCKOM TI'€HETUKH U
AU IEMHUOJIOTHH.

[TonoBoe pa3MHOXKEHHE — 3TO MEXaHHW3M, C IOMOINBIO KOTOPOrO TIE€HETHYECKHE
€IMHULBI TEPEAAOTCS U3 MOKOJIEHHs B INOKoJsieHue. [loHATHS reH, aiiens, 4acToTa T€HOB U
yactota ajuieneil. YacroTa reHOB MOMYJSLUM OTHOCUTCA K MOMYJISIMM XpPOMOCOM, a He
JUIUJIOUJIHBIX OPraHM3MOB, TOTJa KAaK TEPMHUH T€HOTUII OTHOCHUTCS K THUIly THapbl ajuieieH,
OOHapyEHHBIX B JIOKyCE B OJHOM (JIUIIJIOMTHOM) opraHuzMe. B OonpIIMX MaHMUKTHUECKUX
MOMYJIANUAX 4YacTOThl aJljIeNIed HE HM3MEHSIOTCS OT OJHOIO IOKOJIEHHS K CIELYIOIIEMY
(paBHOBecue Xapnau-Baitn6epra, HWE), ecnum Bce reHOTHNBI SKBUBAJCHTHBI B OTHOIICHUU
AKHU3HECTIOCOOHOCTH OpraHU3Ma.

Korga nonyisanus mana, HWE MoxkeT He COXpaHAThCA 1aKe NPU HAIMYNN CIIy4aitHOTO
CIMapUBaHMs M PaBHOM JKM3HECTIOCOOHOCTH U3-3a CIIy4aifHOro reHeTndyeckoro apeida. ekt
OCHOBAaTeJII  O3HA4YaeT, YTO TEHETHMYeCKOe pa3HooOpa3ue MOMyJSIIMM  OrPaHUYEHO
TE€HETUYECKUM pasHooOpa3uem MaJIOYMCIIEHHOMN MOMYJIS LU -OCHOBATEJIS. Korna
M30JIMPOBaHHbIE MOMYJISIIIMM COXPAHSIOT HEOOJBIIYI0 YHCIEHHOCTh B TEUEHHE HECKOJIBKUX
ITOKOJIEHUH, 3TO Ha3bIBAETCS Y3KUM T'OPJIBIILIKOM (TOPIIBIIIKOM HU3KOM YMCIEHHOCTH).

HepaBHoBecue (HEpaBHOBECHOCTH) IO CLEIUICHHIO. ['eHeTHuYecKoe CIEeMIEHne MEeXay
JIOKycaMH OOBIYHO SIBJISIETCS CIIEACTBUEM MX pACIOJIOKEHUS Ha OJHOW XpOMOCOME.
HepaBuoBecue mo cuemnenuto (LD) wHaOmomaercss Ha ypoBHE TMOMYJSIIIAH, KOTJa
MIPOCIIeKUBAETCS aJUIeNIbHAsl CBSI3b MEXIY JBYMs JIOKycaMH (HeclIy4aiHas accoluanus
ajyieniel), ajyIeiM MPOUCXOAT U3 OJHOW M TOM K€ TaMeThl ¢ YaCTOTOM, OTJIWYAIOMIEHCS OT
OKUJAEMON Ha OCHOBaHHMH TOJIBKO 4acTOT aJUIeNen.

3akoHbl MeHzens NpeanojaraloT ONpPEJeTICHHbIE CXEMbl paclpeiesieHus aenen
MEXIy TIapaMyd pPOICTBEHHUKOB. AJUIENb, YHACICIOBAHHBIA POJCTBEHHHKAMHU OT OOIIETo
MpeaKa - HASHTHYHBIN 1o npoucxoxacHuto (IBD). JIBa amens MoryT ObITh UACHTHYHBIMH, HO
He OBITh YHACIICZIOBAaHHBIMH OT HEJaBHEro oO0IIero mpeaka. B 3ToM ciydae amenu, Kak
TOBOPST, MJIEHTUYHBI TO cocTosHuio. KoadduuueHt poactBa y - BEPOSITHOCTH TOTO, YTO
aJjIeNb, CIy4YalHO BBIOpPAHHBIA y OJHOTO OpraHu3Ma, M ajuleib, CIy4alHO BBIOpAHHBIN Y
Ipyroro OpraHh3sMa B OJHOM M TOM JK€ JIOKYCE, HJIEHTHYHBI [0 MPOUCXOKIACHUIO.
Koadduurent nHOpuauHra o i OAHOTO UHAWBUAYYMa ONpPEAEIsIeTcsl KaK BEPOSITHOCTh TOTO,
YTO Tapa ajiesiei, COCTaBIAIOMNUX TEHOTUIT B MPOU3BOJIBLHOM JIOKyce, siBisercs IBD.
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Koaddurnment naOpuauaTa U1t vHAUBHIyyMa X paBeH Ko PUIIUEeHTY poACTBa s
ponutenei X.

11. KoauvyecTBeHHasi reHeTnka. KoMIoOHeHTBI  MoJeell  OTKJIOHEHHIA.
Hacaexyemocts. UcciienoBanns 0,1n3HenoB. ['iaBHble reHbl U nojurensl. Hakonsenne B
CeMbSX, AHAJIM3 Cerperanuu U Ka4eCTBeHHbIe IPU3HAKHU

KonuuecTBeHHas reHeTtvka — HacleJOBaHUE KOJMYECTBEHHO H3MEPSEMBIX MPU3HAKOB
(TepMuH «()EHOTHID» Ka4eCTBEHHBIN). BOJIBIIMHCTBO KIMHUYECKHX COCTOSIHMII OTHOCATCS K
JTUCKPETHOMY WJIIM Ka4eCTBEHHOMY (DEHOTHIy, XOTS B OCHOBE JICKHUT KOJIMYECTBEHHBIN
MPU3HAK.

HopmanbeHO pacmpesneneHHass KOJHMYECTBEHHAS XapaKTEPUCTHKA MOXET OBITh OIUCaHa
€e CpeIHMM 3HaueHueM U jJucnepcued. KonnuecTBeHHbIE T'€HETHYECKHME MOJENU
MPEANOJaratoT, YTO KOJIWYECTBEHHBIH (DEHOTUIT Y MHIUBUIYYMa COCTOUT U3 T€HETUYECKOIO
KOMITOHEHTa U KOMIIOHEHTa, OOYCIOBJICHHOTO CpPEIOW, 3TH KOMIIOHEHTHI IPEICTABICHBI KaK
OTKJIOHEHHSI OT CPEIHEr0 3HAueHHs MO HACEJICHUIO MpU3Haka (. Pa3noxuB geHoTun Ha 3TH
KOMIIOHEHTBl M MCHOJIb3ysl MEHJENEBCKYI) CEerperauuio s MOJYyYeHHUS OKHUJIaeMOIo
pacupenenenus [BD-amneneit Mexay napamu pOJICTBEHHHMKOB, MOJEIUPYETCS «KOPPEIALU»
MEXy IapaMu POJICTBEHHUKOB.

Jlokyc ¢ nByms amtensimu, A u A’, umeet Tpu renotuna AA, AA" u A'A’. Kaxnaerii u3
3TUX TE€HOTUIIOB BHOCHUT OIPEAEIICHHbIN BKJIaJ B 3HaU€HUE Npu3HaKa. Eciau amienu qeicTByOT
MPOCTBHIM AJITUTUBHBIM 00Pa30M, 3HAUYEHUE TE€TEPO3UTOTHI SIBJISIETCS TOYHO CPEAHEH TOUKOM
MEXIy JABYMsI 3HAUYCHHUSIMH TOMO3HUTOTHI. ECiM €cTh B3aMMOJEHUCTBHE MEXKIAY aUIe/IsIMH B
OJTHOM U TOM € JIOKyce (IOMHUHHUPOBAHHE), TO 3HAUECHUE Y TeTepo3uroT d OyIeT OTKIOHSATHCS
OT CpPEIHEN TOUKH.

Hacnegyemocts — monig gucnepcuu MpU3HAKA, KOTOpas CBsi3aHAa C T€HETHYECKOU
n3MeHuuBocThio. HacneactBeHHOCT, B mmpokoMm cmbicie (H2) Bxirowaer aaiuTuBHBIE,
JOMHUHAHTHBIE W »mHcTtatndeckue s¢¢dektol. HacnemyemocTs Bceraga AOMKHA HAXOAUTHCA B
muanazone or 0 nmo 1 (1 o3HauaeT CUIBHBIM TeHETUYECKUH KOMMOHEHT). MccnemoBaHus
ONM3HEIIOB B T€HETHKE YeNIOBEKa MPUMEHSIOTCS U1 OOHApYKEHUS TeHETHUECKONH KOMIIOHEHTHI
u ompeneneHuss e€ cuibl. Kiaccuyeckuil au3aiiH WCCIEAOBaHUS OJU3HEIOB CpPAaBHUBAET
COBIaJIEHUE MIPU3HAKA Y MOHO- U TU3UTOTHBIX OJM3HEIOB, €Clu Koppemsiius MZ 6onbiiie, yem
Koppemsiuus DZ, 3To CBUIIETENBCTBYET O HATMYUU T€HETUYECKON KOMITOHEHTHI.

Korga ogmH reH oka3blBaeT CHIIBHOE BJIUSHUE Ha MPHU3HAK, 3TOT I'€H HAa3bIBAETCs
riaBHbIM TeHoM. Korja Oonbllioe KOJWYECTBO JIOKYCOB BHOCHT BKJIAJl B H3MEHUUBOCTD,
WHIUBUAYATbHBIN ajuienbHbId 3P QexT ymeHbinaercs. Ecnu Bce amnenn B 3TUX HECBS3aHHBIX
JIOKycaX HWMEIOT DJKBHUBAJCHTHBIE W TOJBKO aIUTHBHBIE S(PQPEKTH, TO pacmpeaencHue
COCTaBHBIX T€HOTHUIIMYECKUX 3HAUCHUN NPUOIH3UTCS K HOPMAIbHOMY pacCIpeeIeHHIO.
[TonurenHast MoJieNb: COBMECTHBIN 3(PPeKT OeCKOHEUHO OO0JIBIIOrO YKcia JIOKYCOB MPUBOAUT K
MOJIMTEHHBIM 3HAUYEHMSM, pPACIPECICHHbIM BOKPYT CPEAHEr0 3HAYEHHsS C OMNpe/eICHHOU
JTMCIIEPCUEN.

Jlis u3y4deHus] HAcIeAyeMOCTH U3YYal0T CEMbU C XOTS Obl OJIHUM POJCTBEHHHKOM C
UHTEpecylomuM 3aboneBanneM wuian ¢eHotunoMm (mpobanm). Crocod ompeneneHus TaKuX
ceMel U YWICHOB M3y4aeMOUW CEMbH Ha3BIBACTCS CXEMOW OOHAPYKEHHUsI, a THI aHAIN3a — aHAJIN3
cerperanuu. HapymieHue Ha3bIBaeTCsi MOHOTEHHBIM 3a00JIeBaHHEM, KOTJa OHO BO3HHUKAET
TOJIBKO TOT'/IA, KOT/1a MPOUCXOIAT MYTAllMK B ONpeaeseHHOM reHe. OqHaKo, eciau BEpOATHOCTh
MIPOSIBIICHUST JTAHHOTO 3200JIeBaHUs, 0OYCIOBICHHBIM T€HOTUIIOM PUCKA, COCTABISET MeHee 1,
TOBOPAT O HEMOJHOW IEHETPAHTHOCTH. [ €TepOoreHHOCTh JOKyca - HECKOJIBKO TE€HOB
HE3aBUCHMO BBI3BIBAIOT OAMH M TOT e QeHorun. Habmogaemoe HakoIIeHWE OMHAPHBIX
(kauecTBEHHBIX) (DEHOTHIIOB B CEMbSIX OMHUCHIBAETCS KaK CEMEHHBIH OTHOCUTENBHBIH PHUCK
(FRR), T.e. puck 3a0oiieBaHusl y POACTBEHHHKOB OOJILHOTO TIO CPAaBHEHHUIO C PUCKOM BO BCEi
MOMYJISALUH.
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12. Tenermueckoe KapTHpPOBaHUe cuLeIUIeHHs. I'eHeTHuyeckoe paccTosiHMe W
MapKepbl, HCII0JIb3yeMble B FTeHeTHYeCKOM KaPTHPOBAHMH.

JIBa OCHOBHBIX THIA KapT: T€HETHYECKUE KapThl U (QU3MUECKue KapThl. I eHeTndyeckue
KapThl TOKa3blBAIOT O0KUJAEMYI0 YacTOTY MEMOTMYECKOrO0 KPOCCHHIOBEpPA MEXAY JBYMS
JOKycaMM B XpOMOCOME M HU3MepstoTcs B caHTUMopraHax (cM). ®dusnyeckue KapTbl
HCIOJIb3YIOT MOJIEKYJISIPHBIE METOJbl JUISl ONPEIEIICHUS MECTOINOJIOXKEHUSI MapKEepoB Ha
XpOMOCOME M M3MEpSIOTCS B Iapax OCHOBaHUM (I.H.). AHanM3 CLENJIEHHs OCHOBaH Ha
IFeHETUYECKUX KapTaX. ['eHeTHuueckoe paccTosiHue MEXy JBYMsI JIOKYCaMH, pacloloXEeHHbIMU
Ha OJHOM XpoMOcOMe, ONpeAesseTcs Kak 4UCIO COOBITHM IepekpecTa MEXAy 3TUMH JBYMs
JIOKyCaMH, YCPEHEHHOE 110 BCEM MeH03aM B HECKOJIbKUX CeMbsX. J[Ba Mapkepa HaxoJsATCs Ha
paccrosHun 1 cantumopran (cM), eciau coOBITHE KPOCCHHIOBEpa IMPOMCXOIUT BO BpeMs
Mero3a Tosibko 1 pa3z u3 100. CioXxHOCTH pacrio3HaBaHUs COOBITHS MEPEKpPEecTa B JTAHHBIX O
CeMbsX, T.K. €CIM POAUTENIN SBIAIOTCS TOMO3MIOTHBIMU I10 HHTEPECYIOILUM JIOKyCaM,
PEKOMOMHAHT B IMOTOMCTBE HE MOXKET ObITh pacmo3HaH. [lokazarenn KpocCMHroBepa 3aBUCST
or mnona poaurtens. CoObITHS KPOCCHMHIOBEpa HE BCerja MNpHUBOAST K HaOiromaeMoi
peKOMOMHANIMU. YBEIHMUYEHHE PACCTOSIHHSA I0 TEHETHYeCKOW KapTe BIHSIET Ha yBEIWYCHUE
paccTosiHUs 10 (PU3NYECKOH KapTe, HO HE CTPOro MPONOPLUOHAIBHO.

[lepBast omyOnMKOBaHHAs TeHETHYECKas KapTa BCEro T€HOMa YeJoBeKa Oblia OCHOBaHA
Ha OMaJUIeTbHBIX MOIUMOpPGU3MaX, KOTOPbIE MMEIOT JOBOJIBHO HHU3KYK HH(OPMATHUBHOCTb.
['eneTnueckue KapThl, OCHOBaHHBIE Ha Ooyiee WH(POPMATUBHBIX MHOTOAJUICIBHBIX KOPOTKUX
TAQHJAEMHBIX  TOBTOpax (MHMKpPOCATEJJIMTHBIE  MapKephl), SBIAIOTCA  KIACCHUYECKHMHU
TFeHETUYECKUMHU KapTaMu cleruieHus. Pa3paOoTaHbl MHTETpUPOBAaHHBIE T'€HETHYECKHE KapThl
MapKepoB MHUKPOCATEJUIMTHOIO M OJHOHYKJIeOoTHJIHOro mnoiuMmopdusma (SNP) (mampumep,
MAP-O-MAT). I'enetnyeckas kapra Mapuiduia, reHeTuyeckas kapra [ eHeTOH, reHeTHYecKast
kapta deCODE

B nonomHeHuWe K TIEHETMYECKMM KapTaM CLEIUIEHUS, OCHOBAaHHBIM Ha OLIEHKE
pPEeKOMOMHALIUK 10 CEMENWHBIM JAaHHBIM, ObUIM TaKXe CO3/aHbl JAPYTHe THUIBl F€HETHYECKUX
kapT. Hampumep, KapTbl paiuManMOHHBIX T'HOPUIOB CO3/AIOTCS Ha OCHOBE OOJIydeHUs
XpOMOCOM PEHTT€HOBCKHMMH JIydaMH, TaK YTO OHU pa3OMBalOTCS Ha HECKOJIBKO (hparMeHTOB.
Pa3ppiBel B HEKOTOPOM CTENEHHM aHAJIOTMYHBI KPOCCHHIOBEpaM Ha TIEHETHYECKHX KapTax
CLIETUIEHUS U U3MEPSIOTCs B pesix (Jiydax, R) nmm cantupesx (cR), roe 1 cR skBuBanenren 1%
BEPOSITHOCTH TOTO, YTO Pa3pblB MEXAY XPOMOCOMaMH INPOU3OIMIET Mociae OOTydEeHUs MEXIy
JIBYMsI MapKepaMmH.

13. Bbi0op mapkepa ajs aHaau3a cuenjeHusi. MukpocaresuinTHbie Mapkepbl SNP.

AHanu3  CHeIJIeHHs  ONHUpaeTcss Ha  CHOCOOHOCTh  MOJAEIMPOBATH  TOYKH
PEKOMOMHALIMOHHBIX COOBITUH B CeMbsiX. PEKOMOMHAHTHI Jyyllle BCEro WACHTU(UIUPOBATH,
€CIi BCE MapKepbl y pOJUTENeH SBIAIOTCA T'eTepO3UTOTHBIMU. Mapkep ¢ Oosblieit
BEPOSTHOCTBIO OyJIeT IeTepO3UTOTHBIM, €CIM Yy HEero 3HAaYUTeNIbHOE KOJMYECTBO ajulesied H
€CJIN Ka)KJIbIi aJljIeNIb BCTPEYAETCs C TIOCTATOYHO BBICOKOM YacTOTOM B M3y4aeMOM MOMYJISALIUN.
Yacto 5TO BBICOKOMOJIUMOP(HBIE MAapKephl, ONTUMAIbHO MOIXOAST MHUKPOCATEIUIUTHBIE
MapKepbl, OTIMYAIOIIMECS YHUCIOM TaHAEMHBIX IIOBTOPSIIOIIMXCS 3BEHBbEB. PaznuuHble
KOJINYECTBA IMOBTOPSIOIINXCSI 3BEHBEB CUMTAIOTCSA AJUIEISIMU. MHUKpOCATEJUIUTHBIE MapKephbl
SBIISIIOTCSL HEUTPAIbHBIMU (CBOOOAHBIMH OT €CTECTBEHHOT'O OTOOPa) M MMEIOT IMOBBIIICHHYIO
CKOpPOCTh MyTallUU. YBEIWYEHHE CKOPOCTH MYTAIMM HMPUBOAUT K YBEJIMYEHUIO BEPOSTHOCTH
TOrO, YTO Mapkep 00JagaeT BBICOKOW TeTepO3UTrOTHOCThIO. He mmeroT ¢usnonoruueckoit
(GYHKIMU ¥ HE MEIA0T (PEHOTUITNYECKOH SKCIIPECCUH B JPYTUX JIOKYyCax.

SNP (0ogHOHYKICOTHAHBIE TOJUMOPGU3MBI) TaKXkKe HCIONB3YIOTCS IS aHalu3a
CHEIUICHUsI. DTH MapKepbl MOXKHO ObicTpo oOpabateiBaTh Ha JIHK uywmmax B OombImmx
KoJauuecTBax. MIMEIOT TobKO ABa ajjiens y KaKAoro MapkKepa U HU3KYI0 I'€T€pPO3UIOTHOCTH;
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OJIHAKO, €CIIU paccMaTpUBaThb MX BMECTE, OHH MOTYT I'€HEpUPOBaTh HEOOXOIUMBIH 00beM
nHpopmanmm.

DeHOMEH KOppENUPOBaHHBIX aJuIeNed MO JOKYCcaM M3BECTEH KaK HEPAaBHOBECHOCTH I10
cueruienuto (LD), unm HecnmydaliHas accoumanusi ajuiefiell B JBYX WM Oosee JIOKycax.
[IpuMeHEeHHE KIIACCHYECKUX METOJOB aHajau3a CIEIUIeHHs K JaHHBIM SNP Moxer OBITh
Mpo0JIeMaTUYHBIM, IOTOMY YTO aJTOPUTMBI CLEIUICHHS] MPEINOoJaraloT, 4YTO MapKepbl
HaxoJATCsI B PABHOBECHUU I10 CUEIUICHUIO (T.€. HET aJJICIbHON KOPPESAIUN MEXKIY MAPKEPaAMH ),
a "He B LD, kak 310 4yacto ObIBaeT B ciiydae MapkepoB SNP.

14. MMoaxoapl Kk aHaAU3y cuenjieHusi. OTHomeHne maHcoB. Jlorapudm oTHOLIEHUS
maHcoB. MeToabl HAa OCHOBe MOJE]M W MeTOAbl 0e3 MoJequ. AHAJIU3 CUENJIEHUs W
MyJabTH(AKTOpPHAIbHBIE 3200/IeBaHNS.

Lenp aHanm3a CHEIUICHUS COCTOUT B TOM, YTOOBI ONPEAETUTh, KAK 4aCTO MapKEpHBIC
aJUIeId COBMECTHO HAcleAYIOTCS C ajulelsiMH OOJIE3HH, M, TaKMM 00pa3oM, OLIEHUTh OO
PEKOMOMHALINN MEXITYy HAMHU.

JlokaszarenbCcTBa CLEIUIEHUS TPAAMLIMOHHO TMPEJICTaBICHBl B BUAE Jorapudma
otHomenus mancoB (LOD). Oto mepa BenmuuHbl 3(Qexra, OnuChIBarOmas CUIY CBSI3U HIIH
3aBUCUMOCTH MEXIy JIByMs OuHapHbIMM BennuumHamu. O paccuuthiBaeTcs Kak JpoOb, B
YHUCIUTENE KOTOPOH, CTOSIT MAHCHI HEKOTOPOTO COOBITHS AJISi OJHOM TPYIIIBI, a B 3HAMEHATEIE
IIAHCBI TOTO K€ COOBITHS JUISl JPYTOM IPYIIIbI.

B cnyyae ananmmM3a cueIUIeHHMsT HyJieBas THUIIOTE3a MPEAIojiaraeT, 4YTO TeH,
aCCOIIMMPOBAHHBIA C TIEPEMEHHBIM PUCKOM 3a00JIeBaHUSA, HE CLEIUICH C 3TUM TeHETHYECKUM
MECTOMNOJOXKEHUEM, WM J0Js pekoMOumHanuu, obOo3HayeHHas kak O, paBHa O0,5.
AnbpTepHaTUBHAs TUIIOTE3a YTBEPXKJAET, YTO T'€H CBSI3aH C 3TOM 00sacThio, TO ecTh 0 < 0,5. 0
MIPEJCTABISET BEPOSATHOCTh PEKOMOMHALIMY MEXKAY JIByMsl JIOKyCaMH IIpU Meiio3e.

Muororoueunbie LOD-06amibl MCHONB3YIOTCS TpPU  paccMoTpeHuu Oosee uvem 1
MapKepa: IpU HCHOJIb30BAHUU paclIMpeHHONH HWHGpOpMalMK O TaljoTHIAaX MOXHO YBHUJETH,
KaKOW rarIoTHII IIepelaeTcs U I MPOU30IUIH KaKue-In00 peKoMOHAIMH.

B mapamerpuueckoM, WIM MOJENIBbHOM, aHAIM3€ CLEIUICHUS MpearosiaraeTcs, 4To
CT0C00, KOTOPBIM T'eH JIEHCTBYET Ha (PEHOTHUT, H3BECTEH, MOAXOIUT JIJIsl KAPTUPOBAHHS T€HOB C
npocToil MeHzeneBckoi (opmoil HacnenoBanus. Yacto Hambosiee BeposiTHas I'€HETHUYECKas
MOJIeNIb, OIMUCHIBAIONIAS CEMEWHOEe HaKOIUIeHHE (EHOTUIIOB, MOXET OBITh BBIBEACHA W3
MIPE/IIECTBYIONIET0 aHaJIN3a paclpeesIeHUs B MOMYJISIIUN UM B CUCTEMAaTHYECKU COOpaHHBIX
ceMbsx. [Ipu ciiokHOM 32007IEBAaHUH TaKHE MOJIEIH TJIABHOTO T€HA OOBIYHO MPEIIOaratoT, YTO
CYIIECTBYET PHUCK 3a00JIeBaHUs, CBS3aHHOTO C KaXXIbIM T'€HOTHUIIOM, HO YTO HOCUTENIM TeHa
UMEIOT 3HAYUTEIHHO 00JIee BRICOKHIA PUCK 3a00JICBaHUS, Y€M HE HOCHUTEIH.

VilydieHHass MOJeNb JJIs aHaJIM3a CLEIUIEHUS NMPU MYJIbTU(AKTOPHBIX 3a00JI€BaHUSIX
YYUTBIBAaET TE€TEPOTCHHOCTD JIOKYCOB. Mccmenyrores mapsl cOcoB, HaOI01aeMoe COBMECTHOE
Haclle/IoBaHHe ajyiesiell B KaKOM-TO PEerHOHE XpOMOCOMBI MOXKHO CPaBHHUTH C OKUIAEMBIM Ha
OCHOBAaHMW OTHOIICHWH MEXAy TMapaMd pPOJCTBEHHUKOB. EcCIM pe3ynbTaT OKaKeTCs
CTaTUCTMYECKH 3HAYUMBIM, TO MOXHO CJIeJaTh BBIBOJ, YTO B 3TOM MECTE€ MOXKET
MIPHUCYTCTBOBATH MPEIPACTIOIATAOIINN JIOKYC.

15. AHanu3 KoJIM4YeCTBEHHBbIX NpPH3HAKOB. ['eHeTHMYeckass TreTepPOreHHOCTb.
OrciexxuBaHne CUTHAJIOB O CUENJIEHUM.

KaptupoBanue creruieHus [Uisi KOJMYECTBEHHBIX IPU3HAKOB OCHOBBIBAETCS Ha
MNpCANOJIOXKCHUN, YTO Iapbl POACTBCHHUKOB CO CXOJAHBIMU 3HAUCHUAMU IMPU3HAKOB CKJIIOHHBI
uMeTh Oombie awteneit IBD B mokycax, BIUSIOMNWX HA 3T 3HAYEHUS NMPU3HAKOB. CyIecTByeT
TpHU OTIIMYUTCIIBHBIX TOAX0A4, UCITOJIB3YIOIMUX JUCIICPCHUOHHBIC KOMIIOHCHTLI, pETPCCCUOHHYIO
MOJIETb ¥ SKCTPEMANIbHYIO BEIOOPKY.

Perpeccuonnass Mozenb: NpH HYJEBOW THIOTe3e 00 OTCYTCTBHHM CBSI3M HAKJIOH
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perpeccuu (wiu ko3 dunuenTa A npeanosiaraemoii IBD) pasen 0.

MeTob1 9KCTpEeMaIbHOM BRIOOPKH OCHOBAaHBI HA OTOOPE Map, KOTOPhIE IEMOHCTPUPYIOT
JKCTpeMallbHbIC  pa3iuuvs  (AUCKOPAAHTHOCTB), H TMap, KOTOpPbIE JIEMOHCTPHPYIOT
JKCTpPEMaJIbHO aHaJOTMYHbIE 3HAY€HHUs MPHU3HAKOB (KOHKOPAAHTHOCTH). B HecoBmagarommx
mapax O0XHJIaeTCs MEHbBIIEe COBMECTHOE HACJICIOBAHUE B JIOKyCaX, BIHMSIONIMX HAa 3HAYCHUS
MpU3HAKa, YeM IIPU OTCYTCTBUU CIICTICHUSI.

[Toaxo1 KOMITIOHEHTOB JUCIIEPCUU - KOBapUalus MEX/1y MapaMu pOJACTBEHHUKOB MOXKET
OBITH CMOJICIIMPOBAHA ITyTEM pa3JielieHusl 00IIe TeHETHUECKON NUCIIePCHH Ha TaKOBYIO HM3-32
coBMecTHOTO HacienoBanus |IBD B KOHKpeTHOM reHeTHYeCKOM MECTOIOI0KEHUH HIIU MapKepe
U W3-32 JUCHEPCUU, OOYCIIOBICHHOW JPYTUMH HEU3MEpPEHHBIMU TeHamMu. KOMITOHEHT,
OOyCIIOBJICHHBII OINpeNeeHHOW O00NacThio, BBIACNISETCA IyTeM OLEHKH (PAKTHUECKOro
COBMECTHOTrO HacinenoBaHus [BD B mpenmonaraeMoM JIOKyce, a OCTaTO4YHas KOoBapHalus
OTIpEICTISCTCS OXHUJAAeMbIM COBMECTHBIM HAcClleZJOBAHMEM B JPYTrUX JIOKycax Ha OCHOBE
pozCTBa.

I'enernyeckasi reTepOreHHOCTh O3HAUYAET, YTO OOJIee OJHOTO BapuaHTa T€HETUYECKOTO
pUCKa OOBACHSAIOT T€HETHYECKUl KOMIOHEHT. dDopMa reTeporeHHOCTH, KOTOpas 3aTpyAHSET
KapTUPOBaHUE TEHOB, — 3TO T€TEPOreHHOCTh JIOKYCa, T1ae (EHOTHII MOXET BO3HHKATh W3-3a
MYTalHi, TPOUCXOISIINX B OJHOM U3 HECKOJIBKUX PA3IMUHBIX T€HETUYECKUX JIOKYCOB.

OTcrexxuBaHUE CUTHAIOB O cleruieHuu. [Ipu u3ydeHnn MOHOTEHHBIX 0OJe3HEH MOryT
OBITh  BBISIBIICHBl  COOBITHS ~ KPOCCHHIOBEpa W yTOYHEHAa  00JlacTb  WHTEpeca.
Bocnpous3BoauMocTh B CHEIUIEHUH MOXKET ObITh 3aTpyJHEHA, TOCKOJIbKY PETUOH, CBSI3aHHBIH C
CaMbIM CHJIbHBIM CHTHAJIOM B AQHAJIOTHYHBIX HCCIICIOBAHHIX, MOXKET COCTABISATH HECKOJBKO
necsaTkoB  caHtumMopranoB (cM). Ilpu mynbTudakTOpHOM 3a00NE€BaHUU  PA3TUYHBIE
WCCIICIOBAHMS CIEIUICHHS 9acTO COOOIIAOT O CHJIBHBIX CHTHAJIAaX B Pa3HBIX JIOKycax. JTO
MOJKET OBITh CBSI3aHO C MOATUHHBIMU T€HETUYECKUMU PANUYUSAMU MEXKIY MOMYJISIUAMHI WU
HEJ0CTATOYHOW MOIHOCTHIO WCCIICIOBaHMs. MeTaaHaau3 pa3sHOHAIPABICHHBIX PE3yJITATOB
aHam3a.

16. IoanoreHoMHbIii aHaau3 accouunanuii. [lpeanoceliiku. Metoabl. Pe3yibTaThl.
Orpannyenusi. JlomoJiHUTeNbHbIE (PAKTOPBI Pa3BUTHA MCCJICJOBAHHUH IO TIOHCKY
MOJTHOT€HOMHBIX acCOMALNI

ITouck nonHoreHoMHbIX accoruanuii (GWA) ocHOBaH Ha MPEINOI0XKEHUH, YTO 0o0IIHe
IreHeTUYECKNEe BapHaHThl MOTYT JIeXaTh B OCHOBE MHOTHUX OOIIMX MPU3HAKOB WM 3a00JIeBaHUM
U YTO UX JIyYIlle BCETO HANTH C MOMOIIbIO MOMYJISILIMOHHBIX WCCIEAOBAaHUI accOLMAlNM, a HE
CEMEMHOro aHajan3a CLEIUICHMS, 1aXKe €CJIM 3TO MOXKET MOTpedOBaTh TECTUPOBAHMS Ka)JI0Tr0
reHa B TeHoMe. MeXIyHapoaHbIi mpoekT HapMap ¢ 1enpio KaTamoru3amud  OOIIHUX
TFeHETUYECKUX BapHalMil 4eloBeKa B ILEJIOM psAe ATHUYECKUX rpymnn. OTKpbITHE OOIIMX
TeHETUYECKUX BapHAHTOB, CBSA3aHHBIX C TAKMMH 3a00JEBAaHUSMHU, KaK CEPJICYHO-COCYAUCTHIE,
pak MOJIOYHOM kene3sl, quadet 11 Tuna.

UccnenoBanus GWA tpebyroT cOopa OOIBIIOr0 KOJTUYECTBA CIYyYaeB ¢ OMPEIEICHHBIM
3a0o0JieBaHHEM U KOHTpOJIbHOHM rpymnmoil. Paccrosuue mexay wmapkepamu (o0pryHO SNP)
JOJKHO OBITh JJOCTATOYHO TUIOTHBIM, YTOOBI OXBATUTh U3MEHEHHE B TEX JIOKYCaX, KOTOphIC HE
ObUTM T€HOTUIMPOBaHbL. JlaHHBIE TEHOTHIIA MOTYT aHAIM3UPOBATHCS PA3TUYHBIMHU CIIOCOOaMH,
HO CaMO€ MPOCTOE — 3TO CPABHEHUE YAaCTOT MEXAY CIIy4assMU U KOHTPOJISIMHU.

[lepBeiM sTamom wuccnenoBanuss GWA  sBasercs cOOp MOAXOANUX 0OpasIoB.
BonpmmHCTBO HCccae10BaHM IPOCTO CPABHUBAIOT YaCTOTHI TEHOTUIIOB B CITyYasiX U KOHTPOJISIX
JUIE KOHKpeTHOro 3aboneBaHus. [[1si KOJMYECTBEHHBIX MPHU3HAKOB COOMPAIOT CIydalHYIO
BBIOOPKY OO JIFO/ICH C SKCTpEMaTbHBIMU 3HAYCHUSIMU MTPU3HAKA.

Mo1mHoCcTh  HCCIEIOBaHUS  3aBUCHUT OT  4YacTOThl W BelnMuuHBl 3¢ dekra
(YHKIIMOHATFHOTO TEHETUYECKOTO BapraHTa (BapUaHTOB), 00a U3 KOTOPBIX HeW3BECTHHI. Eciu
CyOmomyJsiuu, B3sThIE A7 aHalu3a, HE OJMHAKOBO YacTO OTOMpAIOTCS B ClOyyasx U
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KOHTPOJISIX, JIIOObI€ JIOKYChl, KOTOpbI€ OTJIMYAIOTCS IO 4YacTOTe MEXAYy JTUMHU
CyOmOmyJISIHUsIMUA, MOTYT OKa3aThCsl CBSI3aHHBIMH C pUCKOM 3aboneBanus. uddepenunanbuas
BbIOOpKA MOJKET NMPOU30ITH B pe3yJbTaTe HENPABUIBHOW CXEMBbI, CIy4aiiHO WU IIOTOMY, YTO B
OJHOM moarpynmne 3a001eBacéMOCTh BbIIE (110  KYJbTYPHBIM, JKOJIOTMYECKUM  WIH
TeHETUYECKUM IPUYHHAM).

JIuna, KoTOophle HE TOJNBKO HMMEIOT JaHHOE 3a00JeBaHHME, HO M HMEIOT Jpyrue
XapaKTEPUCTUKH, MOTYT CUMTAThCS 00Jiee CKIOHHBIMH UMETh I'€HETHUYECKYI0 OCHOBY CBOEIO
3a0oseBaHusl («reHeTHYecKoe oborameHne»). Takue XapakTepUCTUKH MOTYT BKIIOYATh
paHHUI BO3pacT Hayaja, CEMEHHbIH aHAMHE3 WM OOJIBIIYIO CTENEHb TSKECTH 3a00JIeBaHHUS.

I'enoTunupoBanue o0pa3LoB BKIOYAET aHanU3 MuKpocxeM SNP 1o Bcemy reHomy u
pe3yJIbTaThl KaXJI0ro F€HOTUIIA ¢ TOYKHM 3PEHHMS MHTECHCUBHOCTH ABYX ajuieneil B SNP. Eciu
WHTCHCUBHOCTH T€HOTHIIA HAHECEHBI Ha TpaduK Ui BCEX WHAWBUIYYMOB B KOHKpeTHOM SNP,
OHU OTOOpaXxkaroTCs B BHUJE TPEX KIACTEPOB TOYEK (TOMO- U reTepo3urotsl). MHaukaTopamu
npoOJieM TEHOTUITUPOBAHHUS MOTYT OBITh HH3KHE YacTOThI BBI30BOB SNP, OTKIOHEHHE OT
paBHOBecust Xapau-BaitHOepra miaM Hu3Kas 4acToTa MMHOPHBIX ayuieneid. OOpaszenr MoKeT
ObITh OOBEIMHEH C JAaHHBIMH CO BCero Mupa (Hampumep, naHHele HapMap), kortopbie
BKJIFOYAIOT 00pa3usl u3 EBponbl, A3un u Adpuku. 310 WACHTUDULIMPYET JIIOJEH, KOTOpble
STHUYECKH OTJIMYAIOTCS OT OCTAJIbHON 4aCcTU BBIOOPKH.

Ananu3 accouuanuu. PaznuuHble KOMIUIEKCHBIE aHAJIW3bl acCOLMALMU MOTYT OBbITh
MIPUMEHEHBl K KaHJIUJATCKUM HCCIIEOBaHUSAM TeHOB, [IpoBepka CBSi3M MeXay T€HOTHIIOM U
CTaTyCOM «CIIy4al-KOHTPOJIb», UCIOJb3ysl XU-KBaipar [IupcoHa wiM €ro HKBUBAJIEHT, TECT
tperna Koxpana-Apmutumxka. WuTepnperanus pesyiabTtaToB — BbIIBUTE SNP ¢ Haunbonee
3HAYUMBIMH 3HAUYEHUSMH P.

OneHka BKJIaJa T€HETUYECKOT0 BapHaHTa B pHUCK 3aboneBaHust Ha ocHoBe OIl wmm
OTHOCHUTEJIBHOTO PUCKA, JUO0O0 A KaXKAOro IeHOTHIA, JHUO00 B MPENNONOKEHUN aJAMTUBHON
MOJIENU pUcKa. JanpHeNmmi aHann3 MOKET BKJIIOYATh aHAJIU3 MOATrPYIII, €CJIH ONpPEaeIICHHbIE
(beHOTUNMHYEeCKHUE MOITUITB UMEIOT Pa3INUHY0 FeHETHUYECKYI0 OCHOBY.

17. Anamm3 accoumanuii. Meron rena-kanaugara. HccienoBanusi ciyuvaii-
KOHTPOJIb. ACCOUMALMA C ONPeie e HHbIMI N'eHOTUIIAMM U TalJIOTUIIAMH.

UccnegoBanusi 1o acconuanud TE€HOB METOJIOM T'eHa-KaHJWJaTa HarpaBlIeHbI
YCTAaHOBJICHHE WM XapaKTEPUCTUKY CBSI3M MEXJIYy TIE€HETUYECKOW HW3MEHUYMBOCTHIO B
KOHKPETHOM T€HE WU JIOKyce, U ¢eHoturnom. Eme oauH moaxoa K KapTUPOBAHHIO JIOKYCOB
koimuecTBeHHBIX Tpu3HakoB (QTL, JIKII) ucnonp3yeTr mpuHIMI HEPABHOBECHOTO CIICTIICHUS
(unu acconuanum), T.e. TOUCK KOHKPETHBIX KOMOWHAIUI ajuieniel, 1o KOTOpbIM HaOIroaaeTcs
HEeCJIy4ailHOe pachpeielieHne B HCCIEAyeMOW Tpymme IMI[ [0 CpPaBHEHHIO C 0Omei
MOMYJISIIHEH. ACCOMAIMs €CTh KOPPENAIHSI MEXIY OTIACIHbHBIMH JUICISIMU U MPU3HAKAMH B
MOMYJISIUH.

B OonpmmHCTBE WCCIIEIOBAaHUN, WCIOJB3YIONIMX METOJ] AacCOLMAIMK, CHadaiga
dbopMynupyeTcss COOTBETCTBYIOIIAsl TUIIOTE€3a O BIUSHUU KAaKOTO-TMOO W3BECTHOTO T'eHa Ha
MOBEJIEHYECKUN TPU3HAK WM 3a00ieBaHUE. OTOT TeH Ha3bIBAETCS TEHOM-KaHIUIATOM,
COIMOCTABIIAECTCSI BCTPEYAEMOCTb OIPEACICHHOTO ajielsi IeHa-KaHAuJaTta B MOMYJsLUU B
1IEJIOM U Y JIUII, 00JIaaloIInX/He 00IaIafoNuX n3y4aeMbiM (GeHOTHIIOM. ['eH-KaHauaaT MOXKET
HE caM peryJiIupoBaTh MOBEIEHUE, a MIPOCTO OBITh TECHO CIEIIJICHHBIM C TeM T'€HOM, KOTOPBIN
Ha CaMOM JIeJie UMEET OTHOIIICHHE K TIPU3HAKY.

B ocHOBe accommanuy TEHETHYECKOTO0 MapKepa ¢ OOJEe3HbI0O MOTYT JIeXKaTh TPH
MPUYMHBI: aCCOIIMMPOBAHHBIN JIOKYC M €CTh T'€H WM OJWH W3 TEHOB OOJIC3HU; HEPaBHOBECHE
M0 CHEIUICHUIO MEXIYy MapKEePHBIM JIOKYCOM U JIOKyCOM OOJIE3HH; acCOIMAIUS MOKET OBbITh
apTedakToM, BOZHUKIITMM BCJICJICTBHUE TOIPA3ICICHHOCTH TOIYJISAIUH.

HaunbGonee wuacTelii [HM3aliH WUCCIHEIOBAHUS B TEHETUUECKOH DJIUJIEMHOIOTHHA -
WCCIICIOBAHUS CITydaii-KOHTPOJIb. ICIIONB3yeT eNeBy0 BRIOOPKY, YCTaHABIMBAS KOJIMYECTBO
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CJIy4aeB U KOHTPOJIEH AJIs ONTUMHU3ALMH CTATUCTUYECKON MOLITHOCTH.

Acconyanys reHOB-KaHAWJAaTOB M3ydyaeT BapHallMI0 B Ipejenax o0JsacTH-KaHIuaata,
3axBau€HHON OJJHUM WJIM HECKOJIBKUMH MOJUMOPQHBIME JIoKycamu, yacto SNP. PaccmoTpenue
TafjoTUIIOB, COCTOSALIMX W3 aJUIeNbHBIX COCTOSIHUN Heckoiabkux SNP B mpezpenax permona-
KaHIHM/1aTa, MOXET OCYLIECTBIAThCA IBYMs crocoOamu. [ammoTumbsl MOTYT CUHMTATBCS
SKBHUBAJIECHTHBIMU MYJIbTHAJUIEIbHBIM OJUMOP(HBIM MapKepaM, U 3aTeM aHAIU3UPYETCs PUCK
JUIS KaXJIOTO M3 O3TUX KOHKPETHBIX TaIUIOTHIIOB, WM MOXET HCIOJIb30BaThCA IOAXOJ
KkapTupoBaHusi LD, KOTOpBIN yUUTHIBAa€T BCE BapHalllu, HAOIIOaeMble B T'€HE, HO MO3BOJISET
UACHTU(UIMPOBATH JIOKYC, TIOKa3bIBAIOIIMK HAMOOJIbIIEe CBUICTEIBCTBO COXPAHCHHS
IIPEJI0IaraeMoro HaclIeCTBEHHOr0 rafjoTuIa.

18. Cemeiinble wucciaeqoBaHHs acconuanuii. JlIoCTOMHCTBA MeToJa ceMelHOM
accounaunuu. Meroa HepaBHOBECHOM Nepeaavyu ajljieliei.

CeMeiiHnble HcCIeIOBAaHUS acCOIUAIMN HCIONb3YIOT HHPOPMAIMIO O Iepenadye IreHOB
BHYTPU CE€MbH, UYTOOBI BBIBECTH CBSI3b MEXKIY T'€HETMUECKUMH MapKepaMu M 3a00JeBaHHUEM
WU KOJIMYEeCTBeHHbIMH (peHoTHIamMu. Kak mpaBuiio, ceMeiHbIe eIMHUIIBI HEOObIIUE, HO IS
aHann3a coOMparoT OOJBIIOE MX KOJIMYECTBO. JJOCTOMHCTBA: YJIEHBI OJHOW CEMbH, BEPOSITHO,
OyIyT HMMETh BBICOKYIO JIOJII0 OJMHAKOBBIX BO3JCHCTBHI OKpYXKAIOIIEH Cpelbl, MOITOMY
paznuuus B (DEHOTHIIE, CKOpee BCEro, CBSI3aHBI C TCHETHYSCKUMHU pazmnuusimMu. OHH
MO3BOJISIFOT TIPOBOJUTH HMCCICIOBAHUS TMPOUCXOXKICHUS OT POJMUTENS, KOTOPBIC MO3BOJISIFOT
n3y4arb 3 HEKThl UMIPUHTUHTA U B3AaUMOACHCTBHS MEXIy TCHOTHUIIAMH MaTEPH U TII0/Ia.

OrpaHuueHue - CIOKHOCTh U CTOMMOCTb IPHUBJICUECHUSI B MCCIEIOBAHUE MOAXOISIINX
YWIEHOB ceMbU. J[JI1 Ka)K0To BBISABJICHHOTO CiIydyas Tak)Ke JIOJDKHBI OBITh OINPEIEIICHBI €ro
ponuTenu wid OpaThsi U CECTpPhl, HEOOXOAWMO MONYy4YHUTh cornacue u u3Bneup ux JIHK.
CemeiiHble WCCIEIOBAHUS dYallle NPUMEHSIOTCS K 3a00JIeBaHMSIM C paHHUM HA4yalioM, H
MpearnouTeHue oTaaeTcst Oojiee MENKUM HUCCIEJOBAHMSM KaHAMJIATHBIX TEHOB, a He
CKaHMPOBAHUSIM BCETO T€HOMA, JIJIsl KOTOPBIX TPEOYETCS MHOTO THICSY CITyJaeB.

Haubonee uyacTto HCMONB3yeMbIM CEMEHHBIM TECTOM AaCCOIMAIIMM SIBISETCS METO]
HEpaBHOBECHOW mepemaun  auieneid. PaccmarpuBaer mepenayy  BapuaHTa — ajuiens
JByaJJIETbHOTO MapKepa OT FeTEPO3UTOTHBIX POJUTENEH K MOPAXKEHHBIM JETSIM.

Haubonee mnepcrieKTUBHBI i UISHTU(DHUKAIMA TEHOB KOMIUJIEKCHBIX COCTOSHUUN
HCCIEAOBaHUS accolMaluii Ha ceMeiiHoM matepuane. IIpu 3TOM KOHTPOJIBHYIO MOMYJISLHUIO
aJjuIeNiel COCTaBIISIOT aJUICH 3/JI0POBBIX POJUTENEH, KOTOPBIC HE TIEPEIAOTCS OOTBHBIM JCTSIM.
Orot noxxox HazbiBaeTcs AFBAC-metonom (ot anrnuiickoro Affected Family-Based Control).

19. Iouck accoumanuii B M30JIMPOBAHHBIX MOMYJSIUAX ¢ HEOOJIBIINM YHUCIOM
OCHOBaTeJIei

Korga HoBas momynsimusi co3maercss W3 HEOONBIIOTO YHCIa 0COO0eH-OCHOBATENEH,
3¢ (deKkT ocHOBaTeNs O3HAYaeT, YTO TEHETHMYECKOe pa3HOOOpa3ue MOTOMCTBA OTPAaHUYECHO
TEHETHYECKUM Pa3HOOOpa3ueM MOMmyJIsauu-ocHoBaTesl. Korma M301MpoBaHHBIE TOMYJISIIAN
COXPAHSIOT HEOOMBIIYI0 YHCICHHOCTh B TEUCHHE HECKOJBKUX MOKOJEHHWH, 3TO Ha3bIBaeTCA
Y3KHUM TOPJIBIIIIKOM (TOPJIBIIIKOM HU3KOW YUCICHHOCTH), M 3HAUYUTEIbHAS JI0JSI TEHETUYECKOTO
pazHoOOpa3usi MOXKeT ObITh yTepsiHa U3 TreHodoHma. DddexkT ocHoBaTenst MOXKET OBITh
OTBETCTBEHHBIM 33 Pa3JIMYHBIA TEHETUYECKHH TMNpoduiIb TIO0 HEUTPAIbHBIM MapKepam,
HaOIIIO/IaeMBIif B Pa3HBIX MOMYJSIUAX, a TAKXKE 32 pa3Hble YaCTOTHI OJHOTO TE€HETHYECKOTO
3a0071eBaHNs, HAOIIOJAEMBbIC B Pa3HBIX TOMYJISIIHASIX.

Eme ogHol cTparerneil reHeTUYEeCKOro KapTUPOBAHUS SBJISIETCA MOMCK aCCOLMALIMM B
M30JIMPOBAHHBIX MOIMYJSIIUIX ¢ HEOOJIBUINM YHCIOM OCHOBaTeNel (KapTHPOBAaHUE C TOMOLIBIO
HEpaBHOBECHs IO CIemieHuIo). Yem Ooee BBICOKAs CTENCHb T€HETUYECKOW W3OJISIIUH
XapakTepHa Ui HOIMYJISIUM, TeM OoJblle 10Ji1 OONbHBIX, YHACIEIOBAaBUIMX T'eH OO0JIE3HH OT
o01miero mpenka, U, COOTBETCTBEHHO, TEM OOJBIIE BEPOSTHOCTh, YTO MPUYUHON acCOIMAINU
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SBISICTCS (PU3UYECKOE CIICTUICHHE MapKepa ¢ reHoMm Oose3Hu. Bce uieHbl M30JMpOBaHHOMN
MONYJISALIUK SIBJISIOTCS, B ONPENEIEHHON CTEeNeHHW, NaJbHUMU pOJACTBeHHUKamMu. CpaBHUBas
4acTOTy ajuiesiel y OOJbHBIX U B KOHTPOJIBHOM TPYIINE, MOYKHO OIICHUTH JIOJF0 OOIIUX ajuteei
y JalbHUX POJCTBEHHHKOB, UCIOJIb3Yysl HE TOJIHKO MEHO3bl B JAHHOM IOKOJEHUHU, HO U BCE
MEHO03bl B UCTOPHH TTOITYJISIITUH.

AKTHBHO HCIOJIB3YETCS B KA4eCTBE TCHETHUYECKOTO H30JiATa (UHCKAs TOITYJISIIHSL.
Crparerusi KapTUPOBAHKS 10 HEPABHOBECHIO HEJAaBHO ObLIA YCHENIHO MPUMEHEHA JIJIs TTOMCKa
reHa jauactpoduueckoi aucruiazuu (DTD) - MOHOTEHHOrO MEHIENEeBCKOTO 3a00JieBaHMUS.
TpaauuuoHHbIE METO/ABI aHAIW3a CUEIUICHUS MO3BOJIWIM JIoKanu3oBath TeH DTD B paitone
pasmepom 2 MO, a 3aTeM aHalM3 HEPABHOBECHS IO CIETUICHUIO B (PMHCKOHN MOMYJISILIAN CY3UIT
3TOT peruoH 110 40 KOG, 4To 1m03BOJIMIIO KIIOHUPOBAThH I'eH.

20. Meroabpl TreHeTHYECKOH JINMHIAEMHOJOTHH B  HM3YYeHUH  Pa3IHYHBIX
XapaKTePUCTHK U 3a00/1eBaHUN YeJI0BeKA.

Meton rena-xkanauzara. B Tepanum genpeccuu M HEKOTOPBIX APYTHX INCUXMYECKHX
3a00JeBaHNN, CBSA3aHHBIX C TIOBBIIICHHBIM OECHOKOHCTBOM M  TPEBOTOH, IIHUPOKO
UCIOJIB3YIOTCA NpenapaTsl, JEHCTBYIOLIME Ha OelIOK-NEepPEeHOCYMK CEpOTOHHHA B HEPBHOU
cucreme. OOMEH CEpOTOHHMHA B HEPBHOM CHCTEME UMEET OTHOILEHUE K Pa3BUTHUIO COCTOSIHMN
TpeBoru u aenpeccuu. COOTBETCTBEHHO, T'€H, KOAUPYIOLINI OEI0K-IIEpeHOCYNK CEpOTOHUHA,
paccMarpuBaeTcsd Kak TIeH-kanaupaar. Jlamee rumore3a IpoBepseTcs €  HUCIOJIb30BAaHUEM
aHaJIM3a CLEIUICHHs], METOIa aCCOLALIM U MyTallMOHHOTO aHAJIM3a.

I'ensl, xoaupyromue O€NKH, y4yacTBYIOIIME B Ipoleccax Iepenadyd UHGoOpMaluu B
HEPBHOW CUCTEME, BBI3BIBAIOT IOBBILICHHBI MHTEPEC MCCIEN0BATENEH KaK BO3MOXKHbBIE TE€HBI-
KaHJUJAThl JUIs TIOBEJAEHUECKUX NMpU3HAaKoB. Hampumep, reHOM-KaHAUAATOM JUIsl TOBEACHUS,
CBSI3aHHOT'O C pUCKaMHM (TIOMCK HOBU3HBI), SIBJISIETCS F'eH, KOAUPYIOLUIUHA perenTop fodhaMuHa.

B acconmaTtMBHBIX HCCIEAOBAHUAX COIOCTABISAETCS BCTPEYAEMOCTh OIPEIEIECHHOIO
ajUleNsl TeHa-KaHAMJaTa B MOMYJSILMMM B LEJIOM W Yy JHUI, oONaJarollux/He o0Jagaromux
M3y4aeMbIM THUIIOM IOBEJIEHHUS WM TOPaKEHHBIX OoJe3Hblo. Ecnu naHHBIN ayuiens yaiie
BCTPEYAETCs y JIO/IeH C BBIPRXKEHHBIM MOBEICHUECKUM MPU3HAKOM (UM 3a00JI€BaHUEM), YEM Y
T€X, KOMY OHO COBEPILIEHHO HE CBOMCTBEHHO (WM 3/10pPOBBIX), TO MOXXHO IpEAINoiaraTb, 4To
aJlJIeNIb UIPaeT OINPEAEICHHYIO pOJib B HACIEACTBEHHOM AeTepMHHALMK Ipu3Haka. OmHako
MOXET CIY4YUThCS TaK, YTO I'€H-KAHIWJAT HE CaM pEryjJupyeT MOBEACHHE, a IPOCTO TECHO
CLIETVIEH C TEM I'€HOM, KOTOPBIN Ha CAMOM JI€JIE UMEET OTHOIIEHHUE K ITPU3HAKY.

4. IOPSAJIOK IMMTPOBEJEHUS 1 KPUTEPUM OLIEHUBAHUWA ITPOMEXKYTOYHOM
ATTECTAIIMHN

4.1. Ilopsaaok npoBeieHNsI MPOMEKYTOYHOI aTTecTallUH

B pamkax Tekymiero KOHTPOJISI B TEUEHUE CEMeCTpa AJs OLCHKM 3HAaHUM, YMEHUH,
HABbIKOB, TOJY4YaeMbIX B XOJ€ M3YYEHHs JUCUUIUIMHBI, YYUTHIBAETCS KOJUJIEKTHBHOE
BBINOJIHEHUE pe(epaTUBHBIX COOOIICHNI 1 YCTHBIE OTBETHI Ha 3aHATHUSX.
Kpurepuem ycnemrHocTd OCBOEHHS Y4YeOHOro MarepHajia M0 OKOHYAHUIO Yy4eOHOro
cemecTpa (IIPOMEXYTOYHAsl aTTECTAllUs) SBJSIETCS OKCIEPTHAs OLEHKA IpernoaaBaTes,
YUUTBIBAIOLIAs: TEKYILYI0 YCIEBAEMOCTb B TeUEHHE cemecTpa (YCTHBIN OIpoc, pedepaTuBHbIE
cooOmienust). Kpome Toro, skcmepTHas OLIEHKAa MpPENoJaBaTeNsi MOXET OCHOBBIBATHCS Ha
PEryJIIPHOCTH TIOCEIEHUs] 00s3aTeNbHbIX YYEOHBIX 3aHATHH, YCHEIIHOCTH BBINOIHEHUS
YCTAHOBJICHHBIX Ha JTAHHBIM cemecTp 00bEMOB pabouei mporpamMmel.

IIpomexxyTouHas aTrectanus mnpoBoaurcs B (opme 3adera mo Owmneram. buer
COJZIEPKUT J1Ba TEOPETUYECKUX BOIIPOCA.

4.2. Kputepuu oueHUBaHUS MPOMEKYTOYHOH aTTeCTAIMU MO BUAAM OLEHOYHBIX
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CpeacTB
4.2.1. Kputepuu oueHUBAHHUS TEOPETHYECKOr0 BONpPoca

CTy,Z[CHT IIOJIy4acT ONLCHKY «3a4TCHO», €CJIIM OH BJIaJACCT OCHOBHBIMH IIOHATHAMU
SMUACMHUOJIOTHH, NPCACTABJICHUAMU O 3HAYCHHUU SIUACMHUOJIOTHICCKUX I/ICCJIGI[OBaHI/Iﬁ B OHO-
JIOTMM U MCIHUIHWHE, 3HACT OCHOBHBIC METOAbI SITMACMHUOJIIOTHYCCKHUX HCCHeﬂOBaHHﬁ, crocobdeH
IIaHUPOBATH MMPAKTUUCCKYIO ACATCIbHOCTD B obnacTu OIIUACMUOJIOTNH.

CTy,Z[CHT IMOJIy4a€T OLCHKY «HE 3a4YTCHO», €CJIUW OH IIPOACMOHCTPHUPOBAI HE3HAHHC
OCHOBHBIX ITOHSTHM SIMUACMHOJIOTHHU, HC BJIAACCT MPCACTABICHUAMU O 3HAUCHUH SIUACMUHO-
JJOIT'MYCCKUX I/ICCJ'IeI[OBaHI/Iﬁ B OMoOJIOTHH U MCIUIIMHE, HC 3HACT OCHOBHBIC MCTOJAbI 3IIMACMHUO-
JJOTHYCCKHX HCCHCHOB&HHﬁ, HE CIOCO0EH IJIAaHUPOBATb IMPAKTUYCCKYIO ACATCIIBHOCTL B
obnactu SIMUICMHOJIOINH.

4.3. Pe3yabTaTbl NPOMEXKYTOYHON aTTecTalluM W YPOBHH CHOPMHUPOBAHHOCTH
KOMIIeTeHIIN I

[Ipu noaBeeHUM UTOTOB YUUTHIBAIOTCS PE3YJIbTAThl TEKYIEH aTTecTaluy.

Oco6eHHOCTH MTPOBEACHUS MPOLETypPhl OLICHUBAHUS PE3YIbTaTOB 00yUEHHs MHBAIHJIOB
W JHI C OrpaHMYCHHBIMH BO3MOXXHOCTSIMHU 3JI0pOBbsi 00O3HAa4YeHbI B paboueil mporpamme
JTUCIUILTAHBI (MOJTYJIS).
«1 ypoBeHb»- 03HaKOMIIeHUE (UMETH OOI1Iee PEACTaBICHUE, Y3HABATD);
«2 ypOBEHb» - HOHMMaHHE Yy4eOHOT0 MaTepuana, U3JlaraéMoro B yuyeOHHMKE, METOJUYECKON
pa3paboTKe WK MpenojaBaTeieM;
«3 ypOBEHB) - YMEHHUE JIOTUYHO, II0CIIEN0BATENBHO, JOCTATOYHO ITOJIHO U TOYHO U3J1araTh
M3yYEHHBIN MaTepua;
«4 ypOBEHb» - TBOPUYECKH HUCII0JIb30BATh MOTYUYCHHbIE 3HAHUSI.

st yoosnemeopumenvhoti (TIOJ0XATEIBHON) OLIEHKU 3HAaHUH TpeOyeTcss MUHUMYM 3-ii
YPoGeHb YCBOEHHS y4eOHOTO MaTepHaa.

Tpeﬁonamm (KpI/ITepI/Ia.]II)HbIe l'lOKa3aTe.]'I]/l) K YPOBHIO OCBOCHHUSA TUCHUIIIMHBI

3aver no pucnumuiuHe «IIpoOIemMBl SMUAEMHUOTOTHI» MOXKET OBITh BBICTABJICH IIO
uTOraM TeKyleill ycmeBaeMocTu. [l cTyneHTOB, He HaOpaBIIMX HEOOXOAMMOE KOJIWYECTBO
6amioB (75%) s BhICTABIEHHS 3ayeTa 10 WTOraM TeKyllled yCHeBaeMOCTH, HMPOBOJUTCS
3a4eTHOE 3aHSATHE.

Pesynbrar 3auera TpeboBaHus K 3HaHUSAM

3auTeHo CTy,Z[eHT noJIiyda€T OLCHKY «3a4YTCHO», €CJIW OH  BJIAACCT
OCHOBHBIMH TMOHATHAMH SIMMUACMHOJIOTHH, MIPEACTABICHUAMHA O
3HAYCHUHN SMHUACMHOJIOTUYCCKUX I/ICC.]'IG)IOBaHI/Iﬁ B Ouoyioruu u
MCIUIMHE, 3HACT OCHOBHBIC MCTOABI 3MHUACMHOJIOTHYCCKHX
I/ICCJ'IC,ZLOBaHI/II‘/JI, CIoco0eH IIaHUPOBATDH MMIPAKTUYCCKYIO
ACATCIIBHOCTH B obiactu SIIMICMHUOJIOTHH.
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He 3aureno

CryneHT 1OodyyaeT OLEHKY «HE 3auTeHO», €CIM  OH
IIPOAEMOHCTPUPOBA HEe3HaHHe OCHOBHBIX HOHATUI
SIUIEMHUOJIOTUH, HE BJIAJEET
NPEICTaBICHUAMU O  3HAUEHUM  BMHUJIEMHOJIOTHYECKHUX
WCCIICIOBAaHNI B OMOJIOTMM M MEAMIIMHE, HE 3HAET OCHOBHBIE
METO/bI MUIEMHUOJIOTHYECKUX UCCIIE0OBAaHUM, HE CITOCOOEH
IUTAHUPOBATh ~ NPAKTUYECKYIO  JESATEIbHOCTH B 00JacTu
SIUIEMHOJIOTHH.




06.04.01 buosorusi, OITIOII Pagnanuonnasi omosorusi, ®OC PILJ]
IIpobaembl sniuaeMuoJ10run, rog Hadopa 2025, popma 00yueHust ouHast

[Ipopekrop no yuebHo pabore  yrtBepxkaeHo 24.02.2025  A.A. CanamaroB

VY4eHbIM COBETOM OHOJIOTHTYECKOTO (baKYJ'IBTGTa

[TpoTtokomn 3acemanus Ne 6 ot 21.02.2025

[Ipencenarens YueHoro copera

Ouojoru4yeckoro gakyiabTeTa COTJIACOBAHO J1.C. CramkeBud

3acenanmnemM kadeapbl paguaAMOHHON OHOJIOTHH

[Tporoxon 3acenanust Ne 7 ot 21.02.2025

3aBenyromuii kKadenpoit COTJIACOBAHO A.B. AkneeB

ABTOp (COCTaBUTEID) I'.A. TpsanuupiHa

CrtpykTypa padoueii nporpaMmsl COOTBeTCTBYeT npukasy pekropa ®I'bOY BO
«Ueal'V» ot «13» anpesst 2021 r. Ne 247-1



