Meroabl U3y4yeHUA
HACJIE/ICTBEHHOCTH YeJI0OBEKa

O




HaciiencTBEHHOCTh UesIOBEKA IOAUMHAETCS TEM Ke OMOJIOTUYeCKUM
3aKOHOMEPHOCTSAM, UTO U HACJIEICTBEHHOCTb BCEX JKUBBIX CYIIECTB

B cuiy mesnoro psjaa NPUYUAH HAC/IEACTBEHHOCTh UEJIOBEKA TPYAHO IMOAJAETCS
N3Y4YEHUIO:

OTHOCHUTEIPHO OJIMHAKOBA IIPOOJIKUTEIBHOCTh KHU3HU HCCIemoBaTeNII U 00beKTa
ero M3ydeHUsl, IO3TOMY HCCJIeIOBAaTEh MOXKET HAOJII0ZAaTh TOJIBKO 3-4 IIOKOJIEHUS
OTHOCUTENBHO MO37HO HaCTyIIAloIas I10JI0Bas 3PEJIOCTh

CpaBHUTEIPHO MaJIO€ YHCJIO IIOTOMKOB

BoJibIioe 4ucjio XpoMOCOM M CPaBHHUTEJIBHO OOJIBIIIOE YHCJIO TeHOB
'ubpuaosoruyeckuil aHanu3, MPUMEHsEMbI IIPU NU3YYEeHUU HACJIeICTBEHHOCTU
pacTeHUUN M JKUBOTHBIX, - AOCOTIOTHO HENPUMEHUM YeJIOBEKY MO0 3THUYECKUM
INPpUHIMIAM W HCCIeA0BaTeJ M MOTYT HaAOJII0/IaTh JIUIb CIy4alHO IMOJIyYeHHbIE
pe3yJIbTaThbl

MHOKEeCTBO KOMIIEHCHUPYIOIINX CHUCTEM, HEBO3MOKHOCTh IIOJIHOCTHIO YPaBHATH

YCJIOBUSA KU3HU JIIOZIE OCJIOKHAET U3ydeHue BIUAHUA HaCJIeJCTBEHHOCTH Ha
(peHOTHUIMYECKNE CBOMCTBA M IIPU3HAKH 4YeJIOBEKA.



IJTO MeTOoJ, U3Yy4YeHUS POZOCIOBHBIX

MeTop, BKJIIOUAET 2 IIOCJIE/I0OBATEJbHBIX ITAllA:

cocTaBJIeHME POJIOCJIOBHOUN U e€ rpaduueckoe n3o0pakeHUue
reHETUYEeCKUN aHaIU3 IMOJyYeHHBIX JTaHHBIX

3ajayaMu MeToZia ABJISETCH:

YCTAHOBJIEHNE HACJIECTBEHHOTO XapaKTepa IIpU3HaKa

ompe/ie/IeHHE TUIlA HAcJeloBaHUs NpU3HAKa WM 3a00JieBaHUS
N3y4YeHUe SBJIEHUA CIEIUIEHHOTO HACJIeJIOBAaHUA TeHOB U KAaPTUPOBAHHUE XPOMOCOM
aHAJIIN3 MEXAaHW3MOB B3aWMOJIEHCTBUSA T€HOB

W3y4eHHUE MYyTaIlMOHHOTO IIPOIlecca

oIpejieJieHre CTEeNeHW NMEeHETPAHTHOCTU aJUlesien

Metop, JIeXKUT B OCHOBE MEJUKO — FeHETUYEeCKOTO0 KOHCYJIbTUPOBAHUA

CocmaeaeHue pooocr08HOlL — cOOp CBEJIEHNU O CeMbe — HAUMHAETCA C YeJI0BeKa
obpaTuBIIerocsi Kk Bpauy-reHeTUKy (¢ mpobanHza)

Yaie poOCIOBHASA COCTABJAAETCA C I€JbI0 aHAJIW3a HACJIEI0BAHUSA OJHOTO IPU3HAKA
[Ipu cocTaBjieHUHU POAOCTOBHOW HCIIOJIb3YIOTCS CHMBOJIBI



AHanu3 poOCJI0OBHOU BKJIIOYAET B cebsl CiIeyION[He STaIIbI:

YCTAaHOBJIEHUE ABJIAECTCA JIU I[aHHbIﬁ IIPpHU3HAK HaCJIEACTBEHHBIM. Ecau IIPU3HAK B
pOZ{OCJIOBHOﬁ BCTPEUYAETCA HECKOJIBKO pa3 B PA3HbIX IIOKOJIEHUAX, TO MOZKHO
IIpeAItoJIOKUTb, YTO STOT IIPHU3HAK HMeEET HAC/IEACTBEHHYIO IIPDUPOAY

oIIpeJieJieHre TUIla HacjedOBaHUs MPH3HAKa, AJI 4ero oOpalaloT BHUMAaHHE Ha
CJIEIYIOIi€ MOMEHTHI:

BCTpeYaeTcs JIU U3ydaeMbl IMPU3HAK BO BCEX ITOKOJIEHUAX

MHOTHE JIM YWIEeHbl ceMbH 00J1aJal0T IMPHU3HAKOM

OJIMHAKOBA JIM €r0 4acToTa y JIUI[ 000UuX II0JIOB

JINIIAaM KaKoro IoJia MeEPEeaeTcs MPU3HAK OT OOJIBHOTO OTHA M 0OJIbHOM MaTepu
y JIUI] KAaKOTO II0JIa OH BCTpPEYAETCs dYallle

€CTh JIM B POJAOCJIOBHOHM CEMbH, IZle Yy 000UX OOJIBHBIX POAUTEJIEN POXKIAIHCH
3I0POBBIE JIETU
€CTb JII B POJOCJOBHOI CEMBH, IZle Y 000HUX OOJBHBIX POAUTEEH POKIATIKUCH
O0oJIbHBIE JEeTH

Kakas yacTh MOTOMCTBAa MMeeT HacJjielyeMblll IIPU3HAK B CeEMbAX, Ifie OoJieH OJINH
13 POAUTEIIEU



BJIM3HEIOBBIN METOJ IIPEACTaBsIET COOOM HcCie/loBaHNE TeHeTHUYEeCKHX
ocoOeHHOCTer Ha OJsin3Helax

OcHoBHasI 3azada €ro — onpeae.aenue COOMHOCUMEeAbHOU poau
HacaeocmeeHHocmu u Cpeabl 6 pazsumuu npusHaxka

MeTo/ TI0O3BOJISIET ONPEAEIUTH IMEHETPAHTHOCTh aJUIeJied U OIEHWBATh JEHCTBHE Ha
OpPTraHW3M HEKOTOPBIX BHEITHUX (aKTOPOB (JIe4eOHBIX IMPEINapaToB, BOCHUTAHUSA,
obyyeHUs U T.1.)

B/IM3HEoBbINI METOJT BKJIIOUAEeT B ce0s CJIeyIolIne STarbl:
11o/100p OJIUBHEIOBBIX IMap
ompejieJieHre 3UTOTHOCTU OJIM3HEIIOB

COIIOCTaBJIEHHE TPYNIIIbI MOHO- U JU3UTOTHBIX OJIM3HEIOB II0 M3y4aeMOMY IMPU3HAKY.
[Ipu aToMm ompenensercsa Ko3pOUIUEHT MapHOM KOHKOHAAPTHOCTH.

Ku = C , Trne C-4uciio KOHKOHZIAPTHBIX IIap

C+/ - 4uciio JUCKOHAAPTHBIX Hap

1711 0OOBEKTUBHOCTH CYXKJIEHUSI O POJIUM HACJIEACTBEHHOCTH B Pa3BUTUHU IIPU3HAKa
HCIIOJIB3YIOT KpuTepuii H



[Ipu 3nauenusax H, npubsamxkatomuxca K Hya0 (0 — 0,3), CUUTAIOT, YTO MPU3HAK
pa3BuUBaeTcsA Mo JelicTtBueM (aKTOPOB BHEIHEW cpeibl, HallpuMep, TPABMBbl.

IIpu 3Hauenumsx H, mpubmmkaromuxca Kk egunuie (0,7 — 1,0), NpHU3HAK
pa3BHBaeTCs IMOJ JeUCTBHEM TeHEeTUYeCKUX (aKTOpPOB. ITO HAC.1€0CMEEHHO
00ycn06.aeHHble npu3Haku (remoduius, Mmu3odpeHus...)

Cpennue 3Hauenus H (ot 0,3 A0 0,7), CBUJETEIBCTBYIOT O TOM, UTO HPU3HAK
pa3BUBaeTCA MOJ, JelcTBUEM (PAaKTOPOB BHEIIHEUW cpeabl HAa (POHE TeHeTUYeCKOU
IIPEIPACIIOIOKEHHOCTH. JTO 3a00JIEBAaHUA C HAC1E0CMBEHHOU
npeopacno.aodiceHHocmvro (TydoepKyae3, peBMaTHu3M...)

[Tlonumanue mpUpoAbl OOJIe3HEU ¢ HACIEACTBEHHOU MPEAPACIIOI0KEHHOCTIO MO3BOJISET
BBIABJIATH IJIaBHBIE T€HbI MPEAPACIOJI0KEHHOCTU K KOHKPETHBIM 3a00I€BaHUAM U
OIEHUTh 3HAUMMOCTH IIPOAYKTOB MOJAOOHBIX I'€HOB, HAIIPUMED XOJIECTEPUHA,
ummyHorsooyauna E, dakropa YIII cBéprhiBanus kpoBu u Jp. Ha ocHOBe 3TOro
pazpabaThIBAIOTCA U BHEJPAIOTCA HOBbIE METObI NMPOMDUIAKTUKH U JIEUEHUs
OHKOJIOTUUECKUX, a/JIEprudyeckux u Ap. 3aboJieBaHUM.

BJIN3HEIOBBIN METOJ] IITUPOKO IIPUMEHAETCSA B KIMHUYECKOU (hapMaKOJIOTUU JIJiA
OIlEHKHU JeNCTBHUS HOBBIX JIEKAPCTBEHHBIX IIPENApPATOB M CXEM JIEUEeHHU.



Mertoji mpeacTaBisgeT coO0M M3ydYeHHE OTAEJbHBIX XPOMOCOM M KapHOTHUIIA B IIEJIOM
OH ucnosb3yercsa JJIi AUATHOCTUKH XPOMOCOMHBIX 0OJIe3HEH
Meto i, BKJIIOUAeT B ce0s 4 orTarma:

Ioayuenue 60AbUWO020 KoauHecMBad 0eAAUWUXCA KAemOK. ITO JTOCTUTAETCS
KYJIbTUBUPDOBAaHUEM KJIETOUHOTO MaTepuasia (JeUKOIIMTOB KPOBU, KJIETOK OIIyXOJIEU,
KJIETOK 3apoJbIllia...) B MPUCYTCTBUU (PUTOTEMArIlOTUHNHA - BEIECTBA,
CTUMYJIUPYIOIIETO KJIETKH Y YCKOPEeHHOU mposmdepau

IHoayuenue npenapamoeé mema@asHsblX NAACMUHOK C Pa3AejibHO
JIeKaIlMMH XpOMOCOMaMU. B KyJIbTypy KJIETOK BBOJAT KOAXUUUH, aXPOMATUHOBBIE
HUTH BepeTeHa JeJIeHUs pa3pylIialoTcs, KJIETKH 3a7epKUBAIOTCA Ha CTaJluu
MeTadaszpl MuTo3a. Ilociie 00pabOTKHM IpelapaTa THIIOTOHHYECKHM PacTBOPOM,
XPOMOCOMBI PaCIIPEAEIAI0TCS 0 BCEHM IUTOILIAa3ME.

Oxpacka xpomocom. XpomMoCoOMbl OKpawusaromes 8 ¢uoaemosvlili ugem
kpacumenem I'um3svl. Ocobvle modugukauuu OKpacku no3e0As0m
udeHMu@duuupo8ams 8ce XpoMoCOMbl Kapuomuna, 624a200aps 6blABAEHUNO CEEMAbLX
u 60.1ee MEMHBIX YUACMKOB



4.U3yueHue Koauuecmeaea u CMpYyKmypsl XpOMOCOM 6 Kapuomune.

IIPOU3BOJIAT MHUKPOCKOIIMPOBaHUE IIpenapaToB, GortorpadupyroT MeTada3HbIE
IUIACTUHKHA C yAQYHO PAaCIIOJIOKEHHBIMHA XPOMOCOMAaMHM, KJIACCUMDUIUPYIOT
XPOMOCOMBI [0 TPYIIIaM, MMEPECUUTHIBAIOT, U3Y4alOT CTPYKTYPY OT/AEJbHBIX IIap
XPOMOCOM M CTaBAT IIUTOTEHETUYECKUUN AUArHoO3.

[{uTOoreHeTUUECKUIN METO/I MO3BOJIAET BBISIBUTH TOJBKO XPOMOCOMHbBIE U T€HOMHbIE
MyTaIlHU.

[luToreHETUUECKU METO/, U3yUaeT TAaKKe I0JIOBOM XPOMATUH



MoJiekysisipHO-TeHeTUUECKE METO/Ibl NpelHa3HAYeHbl JIJis BBISBJIEHUsS 0COOEHHOCTEN
B cTpykType JTHK
B ocHoBe ananuza JIHK sexar siBe e€ XapaKTEpPUCTUKU:

ITocnemoBaresnbHOCTh cocrasyAIinux JHK HykiIeoThuoB nMeeT WHAMBULYAJIbHbBIE
0COOEHHOCTH M KayKZ[0TO YeJIOBEKAa, KpOMe OHOSUIIEBBIX OJIM3HEIIOB

Y KaxI0ro yesjgoBeKa BO BCeX COMAaTHMYeCKUX KyeTkax crpykrypa HK cosepiieHHO
OZNTHAKOBAa

JJHK mozkeT ObITHh BbIZleJIeHA K3 JIOOOTO THUIIA KJIETOK OpPTraHHU3Ma, COAepP KaIllHX
sypa. Yame Bcero mis mosydeHusi oopasnoB JJHK HCIONB3YIOT J1€HKOIUTHI
neprugepruuecKoll KPOBU M KJIETKH BOPCHH XOPHOHA.

J/IHK U PHK 2eHHoe 30HOuposaHue (2udopudu3auuoHslili aHaaus3)

Perucrparnusa 1mocjenaBaTe/IbHOCTEH 10 30 Map HYKJIEOTUOB OCYIIYCTBJIAETCA C
IIOMOIIbI0 CHHTE3HMPOBAHHBIX C PaJHOAKTUBHLIM MeueHueMm ydacTtkoB JITHK,
Ha3bIBaeMbIX 30HOaMU.

30HObl 2ubpudusyrom c usyuaemvimu obpasuamu /JTHK



Ecnu u3BecTHa mepBUYHAsA CTPYKTYpa HOPMAaJBHOTO W MYTaHTHOTO aJljiesien
HCKOMOIO TeHa, TO i oOHapy:KeHUsA MOBPEXAEHUA 3JIEKTpodoperpaMmmy
SKCIIOHUPYIOT C 30HAO0M, KOMILJIEMEHTApDHBIM HOPMAaJbHOMY WJIHM MYTaHTHOMY Te€HY

30H/T 110 HNPHUHIIUIIY KOMIJIEMEHTAPHOCTH CHEIUMUUYECKH COEIUHUTCA C
HOPMAaJIbHBIM, JINOO ¢ MYTAaHTHBIM T'€HOM MU IIaTOJIOTHS BBISIBUTCA IIyTEM
oOHapy:KeHNA PaAUOAKTHBHBIX HMIIYJIbCOB Ha PEHTTE€HOBCKOI IIEHKE IIOCTIE
OTMBIBaHHUSI oOpasiia

30H/T ocTaHEeTCsl Ha 00pasIle TOJIBKO B CJydae ero coorBercTBus reny B JIHK
HCCIIEAYEMOTO

C nmomoiupio JIHK reHHOro 30HAUpPOBaHUA MPOBOAUTCA JAUATHOCTHKA
HacJIeZICTBEHHBIX OoJsie3Hel, HanmpuMep TajgacceMuii, eHUIKETOHYPUU U JIP.



Meton UMUTHUDPYeT ecTeCTBeHHYI0 perutukanuio JHK
OH 103BOJIsIET OOHAPYKUTh U MHOTOKPATHO KOMHUPOBaTh ¢ Imomoinbio JJHK —
noJiuMepasbl omnpesenenabpii pparment JHK:

[lepBbIil 3TAIl COCTOUT B JAeHATypalud HCKOMOW HYKJIEMHOBOUW KHCJIOTHI,
JIOCTUTAHMEM IIOBBIIIIEHUA TeMmeparypsl 7o 70 — 80 rpaaycoB C. Ilocie yero
HYKJIEMHOBAs KHCJIOTa MPUCYTCTBYET B PACTBOPE B BHUJE OTAEJbHBIX Ielel

Ha BTOpOM 3Tame K OHpeAe/IEHHOMY YYacTKy KaKJIOW M3 MPOTHBOIOJIOMKHBIX IIeNen
IIPUCOEAUHSIIOTCA Npailmepsvl — KOPOTKHE KOMILIEMEHTAPHbBIE OJIUTOHYKJIEOTH/IHI.
JIJid ocyllecTBJIeHUs 3TOTO MPUCOEAUHEHUs TeMIlepaTypa HOHUKaeTcs 0 37-40 C
Ha TpeThbeM sTane IPOUCXOAUT CHUHTE3 HOBBIX IHemned (amMmandukanyusa HyKJIEMHOBOU
KUCJI0ThI) Ip yuyactuu ¢epmenta [HK-mosumepaspl. dTan mpoTeKaeT IIPU BBICOKOU
TeMIieparType.

CrenuaJbHbIN MPUOOP IMO3BOJIAET OBICTPO MEHATHh TeMIIEpATypy pearupyrolein
cMecHu

B pesynbTare mojiydyaercsA KOHIIEHTpalusa (parMeHTa B MUIJIMOHBI pa3 BbIIIIE
MCXOOHOU

B nmanpueurieMm npoaykt IIIP nmoaBepraercsa siaekTpodope3dy U aHAIU3Y
IIYP wucrosb3yeTcs B JOPOAOBOM JHUATHOCTHUKE (HCCAEAYIOTCS BOPCHHBI XOPHUOHA)



[Ipr 6MOXMMHUYECKON AMATrHOCTHKE OIlleHuBaeTcsi (DeHOTUIl OpraHM3Ma Ha
MOJIEKYJIIPHOM YPOBHE.

BroxuMuuecKkrM MeToAaM HPHHAJJIEKUT BeAyllias PoJib B JUArHOCTHKE MHOTHX
MOHOTE€HHBIX 0OJIe3HEeH.

[Ipr OMOXUMHYECKON MAUATrHOCTHKE HCCJIEAYIOTCS OMOJIOTMYECKHE KHIKOCTH: MOYa,
IIOT, IJIa3Ma U CHIBOPOTKA KPOBU, SPUTPOIUTHI, JTEUKOIIUTHI, JTUMQPOIIUTHI.

B 6uoxuMuUecKor JUArHOCTHUKE HaCJIeJCTBEHHBIX OOJie3HEU MCIIOJIb3YIOTCA
asiekTpodopes, xpoMatorpadus, CIEKTPOCKONUA U COBPEMEHHbIE TEXHOJIOTUU —
’KUJIKOCTHasA XpoMmaTtorpadus, MarHUTHO-PE30HAHCHAsA CIIEKTPOMETPUS,
6ombapaupoBKa OBICTPHIMH HEUTPOHAMU.

CyllecTByIOT MacCOBble IIPOCEUBAIOIINE MPOrPAMMBI JUATHOCTUKUA CpPeEU
HOBOPOKJIEHHBIX (PEHUIKETOHYPHUH, BPOKJAEHHOTO THUIIOTHPEO3d, BPOKIAEHHOU
rUpepIvia3uy HAAIMOYEUHUKOB, MYKOBHCIIEN03a, TaJaKTO3EMUM.

CeneKTUBHBIE AUATHOCTUYECKHE TMPOTPAMMBI IIPEAYCMATPUBAIOT IIPOBEPKY
OmoOXMMHUUECKUX aHOMAaIui obMeHa (Moua, KpPOBb) y HAIUEHTOB, y KOTOPBIX
MIO/I03PEBAIOT T'eHHbIe HaCJIe/ICTBEHHbIE 0OJIE3HMU.



ITOT METOJ, IpeJicTaBysgeT cobol M3ydyeHUe pacIpOCTPAHEHUs HaCJECTBEHHBIX
IIPU3HAKOB U KOHTPOJIUPYIOIINX WX T'€HOB B OOJBIIUX TPYyIIaX HACEJEeHUs MPU
IIOMOIII METO/I0B BapUAIIUOHHON CTAaTHUCTUKU

O0BeKkTOM HN3Y4EHUA AAaHHOI'O METOJA ABJIACTCA IIOIIYJIAIINA 4YE€/IOBEKA

[Tomynsimus — 3TO TPyIIIa JIIOJAEN, 3aHUMAKIIUX OJIHY TEPPUTOPHIO B TeUEHUE
MHOTHUX IIOKOJIEHHMU U CBOOOJHO BCTYIIAIOIUX B Opak.

[TomysAnuyu OTTpaHUYEHbl APYT OT Apyra reorpauyecKMMU, STHUYECKUMHU,
PEJTUTHO3HBIMU U COIMAJIbHBIMU Oapbepamu.

Kaxkgasa momyssimusa XapaKTepH3yeTcs OIPeNeJIEHHBIM TeHOGOHAOM (HIu
ayuteaeOHI0M)

HOHYJ’IHHI/IOHHO-CTaTI/ICTI/I‘-IeCKI/Iﬁ METOA IIPHUMEHACTCA:

JIJis ompeiesieHrs YacTOThl BCTPEYAEMOCTH ajljiejied B MOMyJIAINU (B TOM YHCIIe
MYTaHTHBIX aJljiejiell HacJie/ICTBEHHBIX 3a00JieBaHUN)

[ u3ydeHusa MyTAlMOHHOTO IIpoIecca.

1A ompeniesieHNss POJIM HAaC/IEACTBEHHOCTH W CPebl B BO3HUKHOBEHUU
pa3zHOOOpa3us MPU3HAKOB YeJ0BEKAa QHOPMAJIBHBIX M IaTOJOTUYECKUX)



B ocHOBe MOMyJIAIIMOHHO — CTAaTUCTUYECKOTO METOJA JIEKUT 3aKOH Xapau —
Baitn6epra, mjind 3aKOH TeHEeTHUECKON CTAaOWJIBHOCTH MOIYJISIUM.

CMbIC/I 3aKOHA 3aKJII0YAEeTCsA B TOM, UYTO HPH OIPENEJEHHBIX yCIOBUAX
COOTHOIIIEHVE YaCTOT aJlyleJiell TeHOB , CJIOXKUBIIeecs B TeHO(OH/Ie MOMIMyJIAINY,
coXpaHseTcsd HEeM3MEHHBIM B PAAY ITOKOJIEHUU.



