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NPEOMET UMTOIMEHETUKK

* LuToreHeTunka - pasgen reHeTuku, nsyyarowni
LMTonoruyeckue OCHOBbI HacneaCTBEHHOCTH
N U3SMEHYNBOCTH.

* LluToreHeTuky noapasnensiioT Ha obLLyo, B KOTOPYH
BKMIOYAOT TaKKe NOMYNSLMOHHYIO U PaaNaLIMOHHYI0
LINTOrEHETUKY, 1 YACTHYI — LIMTOTEHETUKY PacTEHW,
LINTOrEHETUKY XMUBOTHbIX U LIMTOTEHETUKY YenoBeka (B
TOM Yucrne MeanLUHCKYIO LIMTOTEHETUKY).




NPEOMET UMTOIMEHETUKK

* OCHOBHbIM MpPeAMETOM 1CCIef0BaHUS B
LUTOrEeHETUKE ABMAOTCSH XPOMOCOMbI -HUTEBUHbIE
CTPYKTYphI, cogepxalyme [AHK - Hacneayembiv
reHeTMYeCKMI Ko, onpedengtoLL i npoLecckl pocTa,
PasBUTUA N XU3HEAEATENBHOCT MHAMBMAOYYMA.




SAOAYU LUATOTEHETUKIA:

° UAEeHTUMKALWS U UMTOTEHETUYECKOE KapTUPOBAHWE XPOMOCOM;

* BblSIBNEHNE FEHOMHbIX U XPOMOCOMHbIX aHOManumn u nx
B3aMOCBA3N C (DEHOTUMOM,;

° KccnenoBaHue ponu reHOMHbIX U XPOMOCOMHbIX MepecTpoek B
B1A00Opa3oBaHn, BKMOYatoLLEE BONPOCHI BUAOBOW
CreUndmUYHOCTH KapnoTmnna u ponm XPOMOCOMHbIX U TEHOMHbIX
nepecTpoek B penpoayKTMBHOMN U30NALMK U 3BONIOLMOHHON
OVBEPreHuUMn nonynsaumMn n Bua4O0B.




LUWTOMEHETUKA 1 MEOVLHA

* bornblLoe Yncno HacneacTBeHHbIX
OonesHen 1 NOPOKOB Pa3BUTUSA Y
yenoseka 00yCNOBMEHO N3MEHEHNEM
CTPOEHUS XPOMOCOM.




LUWTOMEHETUKA 1 MEOVLHA

* HO! He BCe XpoMOCOMHbIE M3MEHEHMS NPUBOAAT K
naTonorum.

* XPOMOCOMHbIE aHOManuu BO3HWKAOT 4OBOJSIBHO YaCTO
(npumepHo 7,5% Bcex 3avatui). Yalle Bcero oHM NpUBOAAT K
CMOHTaHHbIM BbIKMAbILWAM, W N1LWb 0KONO 6% Takux cnyvaes
3aKaH4YMBAOTCA POXKOEHMEM XMNBOrO pebeHka.




° LlI/ITOFeHeTI/IKa NCNONb3yET METOAbI TEHETUKN U LUTOJIOTUN

* [lpu Knaccnyeckom LIMTOreHeTMYEeCKOM aHanu3ae NpoBoasAT
O[IHOBPEMEHHO LIMTONornyeckoe (MUKPOCKOMUYECKOE) NCCIIe0BaHE
XPOMOCOM U reHeTUYECKUI aHann3 Hacneao0BaHMs NPU3HaKOB.




» CyTb UUTOreHeTUYECKOro MeToda UccrneaoBaHus
3aKMYaeTCs B U3YYEHUN CTPOEHMS OTAENBHBIX XPOMOCOM,
a Takxke 0cobeHHOCTe Habopa XPOMOCOM KMETOK YesioBeka
B HOPME 1 NaTonormu.

* OBbeKTOM Ans 3TOro cnyxat NUMQOLMNTLI, KNEeTKU
ANUTENWUS LLIEKN N ApYrie, KOTOPbLIE NErKO nonyyats,
KyNbTUBMPOBATL U NOABEPraTh KapMONOrM4eckoMy aHanmay.




B HacTtoswee Bpemsi B Poccum gencteyet bonbLuoe
KONMUYECTBO LIUTOreHETUYECKNX nabopaTopui.




e LinToreHetnyeckne nccrneaoBaHusa HazHavatoTCcs NOASM,
MMEIOLLIMM reHETUYECKNE 3a00MNeBaHNs, a TakKe TEM, Yen
CEMEWHBIN aHaMHE3 M03BOMAET 3anoA03pUTb Hannyme
XPOMOCOMHOMN aHOManuu.




«  XpOMOCOMbI MOrYT NOABEPraTbCs Pa3nuyHbIM CTPYKTYPHbIM
N3MEHEHNAM.

* Haubonee 4yacTbiMu CTPYKTYPHBIMU HAPYLIEHUSIMI XPOMOCOM
ABNAETCH NoTeps OTAeNbHbIX hparMeHTOB XPOMOCOM
(Oenewumns) nnu nepeHoc yvacTka 0gHON XpPOMOCOMbI Ha APYryto
(TpaHcnokauus). ATo NPUBOANT K Pa3BUTUIO PA3NUYHBIX
HacneacTBEHHbIX 3abonesaHnin 1 CUHOPOMOB.

 Yauye Bcero BcTpevaetca geneuns 5- n 18-n aytocom un X-
XPOMOCOMb!. R—




B 1963 r. X. JlexeH onucan
CUHPOM «KOLLIAYBLErO
KpuKay. Kpuk
Takux oeten HanoMuHaeT
«MAYKaHbe KOLKWU». Y aeTeu
peskoe HegopasBuTHe
ropTaHu, Kpyrnoe
nyHoobpasHoe nuuo,
MUKpoLedanus, HU3KO
pacnonoXeHHole
0eopMUPOBaHHbIE YLLHbIE
PaKoBMHbI, Cnabo
Bblpa)KeHHbIe BTOPUYHbIE
NonoBble NPU3HaKN. ITu
0ET YMCTBEHHO OTCTaslbIE.
B nx kapuoTune otmMevaeTcs
AeReLUs-KOPOTKOro nreva

5-11 napbl XPOMOCOM.



* Tpucomus 18-n XxpoMOCOMbI - CMHAPOM SABapAca
COMNPOBOXAAETCA Pa3NUYHbIMIU HapyLLEHNAMU CTPOEHNS NnLa,
ckefeTa, BHYTPEHHMNX OpraHoB. Y OeTen oTMeYaeTcs
YMCTBEHHAs 0TCTanocTb, MuKpoLiedanus, Heaopas3suTue
HapY>XHbIX NOMOBbIX OPraHOB M Apyriue aHomManuu.
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Karyotype from a female with Down syndrome (4T XX +21)

« bonesHb [JayHa moxeT HabnogateCcs Kak npu Tpucomum no 21-in aytocome, Tak 1 npu
TpaHcnokawmy parmeHTa 3ToM XpOMOCOMbI Ha ApYrue, Ha 15-10 Y XeHLWWH, unun Ha 22-
10 Y MYX4YMH. B TakoM cnyyae y MONOAbIX 300POBbIX poauTesien MoXeT poanTbCs
pebeHok ¢ bonesHbto [layHa. Bo Bcex aTux cnyyasix nccrnegoBaHue kapuoTuna uMeet
0CODEHHO BaXHOE 3HAYeHue.

 LWaHckl poantb pebeHka ¢ bonesHbto [JayHa (npu TpaHCnoKauum y OQHOro 13
poautenen) coctaBnsaoT 33% - 04eHb BbICOKMN PUCK!

« Ecnu poxgaetca pebeHok ¢ 6onesHbio layHa, Bol3aBaHHOW Tpucomueid no 21-i
XPOMOCOME, Yy poauTeneit C HopManbHbIM KaPUOTUMOM, TO WAHChI POAUTL NOBTOPHO
TaKoro xe pebeHka 04eHb He3HAUUTESbHbI.




McTopuyecku LutoreHeTnka opmMmpoBanach Ha KOHKPETHbIX MPUMEPaxX MUKPOCKOMUYECKOrO

aHanu3a XpOMOCOM 1 FeHeTUYECKOro aHanun3a NpM3HakoB OpraHnama, onpeaenseMbix dTUMU
XPOMOCOMaMW.

OTkpbITHE nonosbix xpomocom (K. Mak-Knonr, 1907, CLUA) 6bino nepseIM ycnexom npuMeHeHHs
MUKPOCKOMNa A5 peLleHns 3agay reHeTukun. VigeHTudmkanmsa nososbix XpOMOCOM OCTaeTcs
HayvyaslbHbIM 3TanoM LMTOreHeTUYECKOro NCCreLoBaHNs BCAKOro bronornyeckoro oobekra.

P
R
k|
3
R
H

]

Autosomes Sex Chromosomes




[lepBoe UMTOreHeTn4YeckKoe
[0Ka3aTenbCTBO MexaHu3ma
BO3HWUKHOBEHUS aHeynnoann nony4yun K.
bpuoxec B 1916: oH npeackasan
dBMeHNe HepacxoxaeHns X-XpoMoCOM B
MeNo3e Kak NPpUYnHy MOHOCOMMUM MO X-
xpomocome (cuHgpom LLepeliesckoro-
TepHepa).

fABnexune Tpucommn y Yeroseka ObIno
OTKPbITO K. JlexxeHom n gpyrumu B 1939.

Chromosome 21




+ [lepBoe getanbHOe MUKPOCKOMUYECKOE U reHeTUYeCKoe UccneaoBaHne XpoOMOCOMHBIX NepecTpoek
npoBsena Ha npodasHbIx XpOMOCOMax B Meno3se y Kykypy3sbl b. Mak-KnuHTok (1929—31).

* B 1916 . B.PobepTCcoH, UMTONOrMYECKM, OOHAPYXKMIT Y HACEKOMbIX YaCTHbIN TUM TPAHCIOKaLWiA
XPOMOCOM, Ha3BaHHbIN Er0 UMEHEM. a—
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['eHeTnyeckyto ponb OHK pokasanu T.Xepwu, O. dnsepu, A. 'puddutc u
ap., 1944,

[TocToaHCcTBO Konuyectea [JHK B xpomatuagax B LMKe M1uto3a 1 menosa — P.
BaHngpenu, K. Bangpenu, A. Mupckun, I'. Puc, 1948.

OTkpbInn monekynsipHyto opraHudauuto OHK — ©.Kpuk n [x.YoTcoH,1953.

B 1957 [.Teunop v gp. gokasanu nofykoHCepBaTUBHbLIN XapakTep
pennukauum XxpoMocoM, aHanormyHbin pennukauun monekyn QHK (M.
Me3senbcoH 1 ® Ctanb, 1957) 1 Tem pelunnu 3aragky TOYHOrO NPOLOSILHOrO
KOMMPOBaHWS XPOMOCOM B KNETOYHOM LiMKIe (B MUTO3e). B Tou xe paboTte
ObINO OTKPBITO SABNEHWNE CECTPUHCKUX XPOMATUAHBIX 0OMEHOB.







B 1970-x rr. B npakTu1Ky LMTOreHeTUKM BOLLEN MeToA onpeaeneHns
nokanusauum reHos B xpomocomax ¢ nomotbto PHK-AHK n JHK-OHK
«rnbpuamsauumy in situ - gnoopecueHTHoR in situ rmbpuansauuein (FISH).

BosHMKNa MonekynapHas LMToreHeTka, pellaroLias Bonpockl MONEKynsapHou
OpraHu3aumm («MONeKynsapHoON aHaToOMUKY) CrneLnguYeccknx XpOMOCOMHbIX
CTPYKTYP: LLEHTPOMEPHbIX ¥ TENOMEPHBIX PaUOHOB, AAPbILLIKOBOrO
opraHu3aTtopa, UHANBMAYaNbHbIX XPOMOMEP, reTepOoXPOMaTUYECKNX PaOHOB,
He HeCyLMX CTPYKTYPHbIX reHOB, HO 0bnagatomx Habopom NOBTOPSAOLLMXCS
nocnegosarensHocTen OHK, koTopble cnyxar cneynpuyeckumm
MOJIEKYNAPHbLIMU MapKepamn MHAMBUAYANbHbLIX XPOMOCOM.

MeToanyeckne 0CHOBbI COBPEMEHHON MOJIEKYNAPHON LLMTOreHETUKN COCTOAT B
COYETAHMM MUKPOCKOMUYECKOTO U CYOMMKPOCKONNYECKOro NCCNeaoBaHus
XPOMOCOM M OCHOBaHbI Ha MeTOAax reHOMMKM (BKNOYaLWMX METOAbI FEHHOM
NHXEHePUK 1 KOMMNbIOTEPHOrO aHanm3a).







Haunbonee akTMBHbIE UCCMEA0BaHNS B 06N1aCTN LUTOrEHETUKN B
HacTosee Bpems Begytcs B CLUA, Benukobputarnuu, 'epmaHuu,
VicnaHuw.

B Poccun oHK ocyLecTBNAOTCA B

MHcTutyTe umtonorum u reHetukn CO PAH (Hosocubupck)
MHcTuTyTe Bronorum passutus um. H. K. Konbuosa,

UHcTuTyTE MonekynsapHon buonorum um. B. M. QHrenerapara,
MHCTUTYTE MONEKYNAPHON reHETUKM,

MHcTutyTe obwen reHetukm um. H. . Basunosa PAH (Mockea),

Bcecol3HOM MeauKo-reHeTU4eckom Hay4Hom LeHTpe PAMH
(Mocksa),

CaHkT-lleTepbyprcom rocygapcteeHHOM yHuBepcutete (CaHKT-
[leTepOypr)



Pe3ynbTaTbl HOBEWLLMX UCCIegoBaHU B 0bnacTu
LMTOreHETUKM NYONUKYIOTCS B XXypHanax [eHeTuKa;
Chromosoma; Chromosome Research; Cytogenetics and
Cell Genetics; Genetics; Genome; Human Genetics u

NpYruX.
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