HATOI'EHETUYECKNN METO/]
N3YUYHEHNA HACJIEACTBEHHOCTHU

YEJIOBEKA




[{uToreHeTUYECKHI METO/I U3yUEeHMs HaC/Ie/ICTBEHHOCTH YeI0BeKa
IpejicTaBsieT cOO0M MUKPOCKOIMYECKUH aHain3 xpoMmocoM. OH crat
IIIUPOKO MPUMEHSATHCS C Hayasia 20-X roJ0B 20-T0 croJeTus. C
IIOMOIIBIO METO/Ia OCYIIECTBIIAETCA UCCIeT0BaHNE MOP(DOJIOTUH
YyeJI0BEUECKUX XPOMOCOM U UX nojicueT. Ero Tak:ke MCMob3yIOT JJIs
KYJIbTUBUPOBaHUS JIEHKOITUTOB, YTOOBI MOJTYYUTh MeTada3HbIe
IUIaCTUHKHU. /lajiee paccMOTPUM NOApoOHEE, YTO cOOOM MpEACTABIISET
IIUTOTeHETUYECKU I METO/T U3yUeHMs HacJIeZICTBEHHOCTH YeI0OBEeKa.




ObIIME CBEJEHNA

LluTOreHeTUUYEeCKUU METO/T, eCJIe/IOBAHN A T'eHETUKU
yeJI0BEKa, ero pa3BUTHE U CTAHOBJIEHHE CBA3aHbI C TAKUMHU
yueHbIMU, Kak Ab0ept JleBaH u /Ixo0 XuH Tuo. OHU B
1956 Tozly IEPBBIMH YCTAHOBWUJIM TOYHOE KOJIUMUYECTBO
XpOMOCOM y Jrogen. X okazaioch He 48, Kak JyMaJid
paHee, a 46. IMEeHHO 3TO U MOJIOXKHUJIO HAYAJIO
HCCIeJOBAHUIO MENOTUYECKHUX 1 MUTOTHYECKHX XPOMOCOM

AnpbepT Jlesam Jl>xo XuH Tuo
(1905-1998 1T.) (1919-2001 1T.)



AHAJIN3 KAPUOTHUIIA

KapuoTun — 3To0 XpOMOCOMHBIN HA00Op Ye0BeKA —
reHEeTUYECKUM MACIOPT, KOTOPhIM HE MEHAETCS B TEUEHHE
BCEU KU3HU. B HOpMe y yesioBeKa 46 XxpomMmocoM (110 23
XPOMOCOMBI OT Ka*KJ0T0 U3 POJUTeIe). 3alncCh
HOPMAaJIbHOT'O KEHCKOT'0 KapuoTuna — 46, XX;
HOPMAaJIbHOT'O MY>KCKOTO — 46, XY
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AHAJIN3 KAPUOTHUIIA

O1eHKa U BhIsIBJIEHHE AaHOMAJINH IIPOBOAUTCS B
HECKOJIbKO IIpHUeMOB. [[J1s BBIIIOJITHEHN A aHAIN3a
HeoOx01uM (pparMeHT nepudepudecKkoil KpoBU
00JILHOTO 00BEMOM OKOJIO 1-2 JIUTPOB. DTAIIbI
[IUTOTEHETUYECKOTO METOAA IIPH aHAJIN3€e KAPHUOTHUIIA
cJIeIyIolue:

KynbpTHBUpOBaHUE JTUM@POIUTOB.
Oxkpacka.
MUKDPOCKOINYECKHUN aHAJIH3.



1.KysipTUBUpOBaHUE JIUM(POIUTOB

JTa mpolleaypa HeoOxoauMa JJ1s1 CTUMYJIUPOBAHUS UX JleJIeHUS. ITO
CBA3AQHO C TEM, YTO BO3MOKHOCTH IITUTOr€HETUYECKOT'0 METOAA
HAMPAMYIO 3aBUCAT OT KOJIMYECTBA KJIETOK, KOTOPbIE HAXOAATCA HA
ctaauu Metadasbl, B TOT MOMEHT KOTJa XpPOMOCOMBI COOpaHbI
HanboJiee KOMITAKTHO. J[JINTeIbHOCTD KYJIbTUBUPOBAHMS, KaK IPaBUJIO,
72 yaca. YBeJIUUYEeHHI0 yrca MeTadasHbIX KJIETOK CIIOCOOCTBYET
BBeJleHHE B 3aBEPIIIEHNH IIpoliecca KoxuuHa. OH MPUOCTaHABIUBAET
Ha cTaziuu MeTadassl JejleHre, pa3pylllaeT ero BepeTeHO U MOBBIIIAET
KOH/E€HCAIIUIO0 XPOMOCOM. 3aTeM KJIETKU IIePeEMEITAI0TCA B
TUIIOTOHUYECKHU pacTBOP. OH MPOBOIMPYET Pa3PhIB SI€PHOU

000JI0UKHN U CBOOOJTHOE JIBMXKEHNE XPOMOCOM B ITUTOILIa3MeE
¥ B




2. OKPAIIIMBAHHNE

Ha sToi crazuu npoiiecca KJIeTKH (PUKCUPYIOTCA € IIOMOIIBIO YKCYCHOH
K-ThI 4 3TaHOJIA B IIpONOPIINH 1:3. Jlasee cyClieH3uI0 MOMEIIAI0T Ha
IIpeIMeTHBIE CTEKJIA U cymiaT. B cooTBeTCTBUU C IEIAMHU aHAIN3a
IIPUMEHSAIOTCS pa3Hble IpHUeMbl AU epeHIINATILHOTO OKPaIlINBAHUS.
JIJIUTeIbHOCTD IIPOIEAYPHI — HECKOJIbKO MUHYT. OKpallinBaHHe
IIPUBOJAUT K BOSHUKHOBEHUIO PHCYHKA C IIOTIEPEYHOM
HCYEPUYEHHOCTHIO, CHENN(MUUHOTO JIJIsI KaXKA0H U3 XPOMOCOM



3. MUKPOCKOITMYECKUU AHAJIN3

CaMbIM TPY/IOEMKUM IIPOIIECCOM CUHUTAETCS CBETOBOE
MHUKPOCKOITPOBaHUeE. /[Jis1 ero BRITOJIHEHUS HEOOX0/1IMMa BhICOKAs
KBasIMUKAUA creruaancta. YToObl BEISBUTh XPOMOCOMHBIE
aHOMAaJIUH, CJIEAYET MPOaHATIN3UPOBATh HE MEHbIIE 30-TH IJIACTUHOK.
BecbMa pe3y/IbTaTUBHBIMU CUUTAIOTCA KOMIBIOTEPHBIE METObI

Hcciie0BaHM1A.




PASPEHIAIOIITAA CIIOCOBHOCTD

MoJ1eKyAIpHO-IIUTOreHETHUECKU METO MOXKET IIPUMEHATHCS JIJIs
aHaIM3a XPOMOCOM, OTZeJIbHbIE CETMEHThI KOTOPBIX MOT'YT UMETh
pa3HYI0 oKpacky. [Ipu 3ToOM KapHOTHIIBI B IIEJIOM MOX0KH Ha
KpacouyHble (haHTACTUUYECKIE YANBUTEIbHBIE KADTUHBI. BHEApEHbI 1
AKTHBHO IIPUMEHSIOTCSA METObI, C IIOMOII[bI0 KOTOPBIX
OCYIIIECTBJISETCS OKPAIIIBAHHE XPOMOCOM B COCTOSTHHH IIOKOS, KOT/Ia
OHH MaKCHMaJIbHO PacTAHYTHI. Mcnoib30BaHuEe TAKUX IIPHEMOB
II03BOJIAET UAEHTUMHUIIMPOBATH CETMEHTHI, pa3Mep KOTOPHIX IOPAAKA
50 Kujoba3



b

PasBuTue orpaciu
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B TeueHMe MOCIIEHNX HECKOIBKUX JIET OTMEYAETCs I0CTATOUHO

AKTUBHBIM CIBUT B CTAHOBJIEHUH 00JIaCTH MOJIEKYISIPHOM OHMOJIOTHH.
ITO mpexkae Bcero o0ycaaBanuBaeTcsa paboTaMu Mo paciii@poBKe
reHoMa JIIo/Iel, BHIIIOJTHEHHBIMH B PaMKaX rocyJapCTBEHHBIX 1
MesKIYHApOAHBIX IIporpamMm 'COBOKYIHOCTD UeJIOBEUECKUX I'eHOB'. B
pe3yJIbTaTe TPY/I0B ObLIN HE TOJIBKO MOJIyUeHbl OOIIUPHEBIE IO CBOEMY
00beMY CBeJIEHHUA I10 CTPOEHUIO A€30KCUPUOOHYKIEMHOBOMN KHCJIOTHI.
BhLIN Tak ke IIPOBeEeHbI NCCIEAOBAHMS COBPEMEHHBIX TEXHOJIOTUM
aHaJIMN3a, CIIoco00B 06PabOTKH OOJIBLIINX 00BEMOB HHMOPMAIIHH,
CO3/IaHbl 1 cOXpaHeHbl HHGOPMaAIMOHHbIE Oa3bl JaHHBIX. Ha
OCHOBAHHH 3THX MaTepHUaIoB cOPMUPOBAJIOCh HOBOE HallpaBJIEHHE —
MOJIEKYJIsIpHasi TeHeTHKa. OHa IM03BOJINJIa OOHAPYKUTD
MHOTOUMCJIEHHbIE cieu(PUUHOCTH B QYHKIIHAX XPOMOCOMHOTO
Habopa. [{luToreHeTUYeCKUI MeTO/I N3YUEHMS UCIIOIb3YeTCs s
BBISIBJIEHUSI HOBBIX 3JIEMEHTOB U 3BEHBEB, OCYIIECTBIEHUA
Aemu@poBKU MyTallul P HAJIMUYHUH COJIMIHOTO YKCJIa BPOXKIEHHBIX
3a00JIeBaHUU



CIIEHMAJINSNPOBAHHBIE ObJIACTH

cylliecTBeHHbIE ITpo0ieMbl. B CBA3H ¢ 3TUM CTaIU HOSBIISATHCS
CIIeIMaJIN3UPOBAHHbIE HalIpaBjaeHUs. B yacTHOCTH, cHOPMUPOBAIHCH
Takue 00J1acTu, Kak GyHKIIMOHATIbHASA MOJIEKyJIsIpHas TeHEeTHKA,
BpaueOHas1, STHUUEecKas TeHOMUKA (3THOreHOMUKA), CpaBHUTEIbHAs

HaYKa, UCCiIeAyrolnada redbl 1 TeHOMbBI >KHBbIX CYIIIECTB U ITPOYHUE
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OTHOI'€CHOMMHKA

OcHOBHO11 ee 3a7adyell sBJIAeTCSA aHAJIN3 F'eHeTHYECKOI0 MHOTooOpas3us
B pa3HO00Opa3uu reHOB OT/IeIbHBIX TEPPUTOPHATIBHBIX OOIITHOCTEM,
Halui, rpyni. B 7anHoM ciiyuyae HeoOX0AUMO MOIUEPKHYTD
IPUHIIUIINAIBHO BAXKHYIO U€l0. biiarogaps sTHOreHOMUKE
reHeTUYecKas XpOMOCOMHAA MEXaHHKa CTajia BJAUATh He TOJIbKO Ha
HMeEIOIIHE OMPEIEIEHHOE POACTBO BU/IbI HAYKH O TEPAINU U
*KU3HeAeATeJIbHOCTH, HO U Ha JOCTaTOYHO OTUYKAeHHbIe 00/1aCTH, KaK,
HaIpUMep, UCTOPUS.



AHAJIN3 JHK

©® HWccnemoBaHus JIe30KCUPUOOHYKIENHOBOM KHUCJIOTHI JIIOJIEH,
HaCeJIAIONINX IJIAHETY CETOIHS, IT03BOJIAIOT MOJIYUYNTh HHGOPMAITUIO O
JI0CTaTOYHO OT/IAJIEHHBIX SIBJIEHUSX U XPOHOJOTUYECKUX (paKTaxX, JarKe
710 caMOT0 MOMeEHTA MOsIBJIEHN UeoBeKka. Tak, K IpuMepy, ObLI0
BBISIBJIEHO, UTO B JIE30KCUPHUOOHYKJIENHOBON KHCJIOTE BIIMCAHO
MHOKECTBO cOObITHUI. UTOOBI UHTEPIPETUPOBATD PE3YJILTATHI ITUX
rccsleloBaHnM, HeoOxoaumo pacemaTtpuBath JIHK pa3Hbix
IpejicTaBUTEIEN BCEX OOIINH, OIIPEJIEsia CTEIIEHD NX XPOMOCOMHOTO
pojicTBa




ITATAJIOT'MUA

Cunnpowm IllepenieBckoro-TepHepa -xpoMocoMHasi 00JIE3HBD,
COIIPOBOKIAIONIASACA XapaKTEPHBIMU aHOMATUAMHI HU3UUECKOTO
Pa3BUTHA, HUBKOPOCIOCTHIO B II0JIOBBIM NH(MAHTUIN3MOM.
Monocomus mo X-xpomocome (XO).



Cuwdépom
Lllepuweeckoz2o - TepHepa

45 XpOMOCOM — OTCYTCTBYET OgHa
nonoeasi xpomocoma (X0).

Habnogaerca v AeBoYek

» HapyLwieHune nponopuunt Tena (HU3Kni
POCT, YKOPOYEHHbIE HOMM, LUMPOKME
nrfeyun, wes KopoTkas)

. KpblﬂOBMﬂ,Haﬂ KOXHasA CKragka Ha
wee

. nOpOKVI BHYTPEHHUX OPraHOB

» becnnoave

{57 MyShared
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ITATAJIOT'MUA

Cunapom KiatiHdenbTepa — HacjieZICTBEHHOe 3a00JIeEBaHHE.
Kiimanyeckas KapTHHA CHHAPOMA OIlMcaHa B 1942 rojiy B paboTrax
'appu Knaiitndenbrepa u ®@yanepa Onbpavita.l'eHeTHYeCKOM
0COOEHHOCTBHIO 3TOTO CUH/IPOMaA SIBJISIETCS pa3HOOOpasue
IIUTOTeHETUYECKUX BAPUAHTOB U UX cCOUeTaHUN (MO3auIU3M).
OOHapy»>eHO HECKOJIBKO TUIIOB IIOJIUCOMUM IO XpomMocoMaM X U Y y
JIUL, MY?KCKOT0 moJia: 47, XXY; 47, XYY; 48, XXXY; 48, XYYY; 48
XXYY; 49 XXXXY; 49 XXXYY. O6mias yacrora ero KojeodJercs B
Ipejiesiax 1 Ha 500—700 HOBOPOKAEHHBIX MAJIbYUKOB



*« CUHOPOM
KnanHdenbrepa.

[IposBRSeTcHa TOMbKO Y
MVXKYUNH., ST Foau
00/IaaatoT KXEHCKUMMN
BTOPUYHbBIMMU
NOSTOBLIMUY MPU3HaKa-

MU, BecrniogHbl,
NHOrAa pa3BNBaKOTCS
MOJTOYHBIE XKEeMNeab!,
O0OBLIYHO HU3KNN
YPOBEHL YMCTBEHHOIO
Pa3BUTUS.




ITATAJIOT'MUA

Cunzipom /layHa (TpucoMus o XpoMocoMe 21) — ogHa u3 popm
T€HOMHOH MaTOJIOTHUH, TPU KOTOPOU Yallle BCEr0 KapUOTHUII
IIpeJICTaBJIEH 47 XpPOMOCOMaMM1 BMECTO HOPMaJIbHBIX 46, IIOCKOJIBKY
XPOMOCOMBI 21-1 Iapbl, BMECTO HOPMAJIbHBIX ABYX, IIPE/ICTaBIE€HbI
TpeMs KonuAMu. CHHAPOM MMOJTYYWJI HAa3BAaHUE B UECTh AHTJIMNCKOTO
Bpaua /[>koHa /layHa, BIiepBbIe OIIMCABIILIETO €ro B 1866 roxay.



CHH/IPOM JAYHA

* MOHFOAOAHBIM S AdpPaKIEPHEH
pa3pes rnas NOHEPEYHAHNCHATARE

Hea P AdAOH

*3ybHas aHOMaAuUSA

*lIAoCKoe
R . AULLO
B8, ‘ > -KOpOTKUM
P |

HOC

. Poud - ‘KopoTkasn

wes




B SAKJIIOHEHNN

IIaTosioruu, CHpOBOLUPOBAHHbIE HAPYIIEHUSAMH B HOPMAJIbHOM
KOJIMYECTBE II0JIOBBIX XPOMOCOM, OOHAPYKHUBAIOTCSA aHAJTU30M
xpoMmaTuHa. [Ipu HopMasibHOM Habope y My?KUMH OH B KJIETKaX He
obHapy:KuBaeTcs. Y 3J0POBBIX JKEHIIITH XPOMAaTHH BbISBJISETCS B BU/IE
1 Tesibiia. Ha poHe moIMcMuM y :KeHIIUH U MY>KYHH YHCJIO TeJIel]
XpOMAaTHHA BCEr/la MEHBIIIE KOJIUUYECTBA XpOMOCOM X Ha equHUILLY. J1J1d
Ka’KOM TAKOU 3UTOThI TeHETUYECKAsA aKTUBHOCTb IPHUCYTCTBYET TOJIBKO
y OIHOTO CTPYKTYPHOTO 3JieMeHTa. OCTaJIbHbIE K€ XPOMOCOMBI X B
BH/I€ IIOJIOBOTO XPOMAaTHHA NPUHUMAIOT FeTEPONUKHOTHYECKOE
cocrosgHue. [IpudnHBI JAHHOU 3aKOHOMEPHOCTHU CETOAHS BbISIBJIEHBI HE
710 KoHIIa. TeM He MeHee MPeAINoJIaraeTcs, YTo OHa 00ycCIaBINBAETCA
HUBEJIUPOBAHNEM AaKTHBHOCTH I'€HOB B IIOJIOBBIX XPOMOCOMAaX I'OMO- B
reTeporaMeTHOro noJsia. Kpome onvcaHHbBIX BbIIIE, HATOJIOTHH MOTYT
BO3HHKATh BCJIEACTBUE HEPACXOXK/IEHU ayTOCOM, a TaK:Ke OJiarozapsi
pa3zHOOOpa3HBIM IIEPECTPONKAM THIIA JIeJIEIUi, TPAHCAOKAIIUN U
npounx. C XxpOMOCOMHBIMH AaHOMAJIUAMHU BPOKAEHHOI'O THUIIA CBA3aHO
MHO2KeCTBO 00sie3Hel. IMeHHO II03TOMY IIUTOT€HETHUECKUI METO,
nMeeT ocoboe 3HaUeHNe B UX BBIIBJIEHUU



