CoBpemeHHble meTobl
MONEKYNAPHO-UNTOreHeTUYeCKoro
nccnenoBaHMA KapnuoTuna YesoBeKa

MorneKkynapHaa LUTOreHeTUKa

"eHomHag in situ rubpugusayma (GISH)- MowHbii nHcTpymeHT
WU3y4eHNs MOBEAEHNS POAUTENbCKIX FeHOMOB B MEXBUAO0BLIX rubpuaax -

TPUTUKANE



U,MTOI'EHETM‘-IECKMﬁ MmeToA - LI,MTOI'eHETM‘—IeCKMﬁ dHadJ/1N3
KapUoTnna 4esoBeka B HOpMe U NaToO/1I0NMu.

CyTb 3TOro meToa 3aKato4yaeTca B U3y4eHNM CTPOEHUA
OTAE/IbHbIX XPOMOCOM, a TaK e ocobeHHocTei Habopa
XPOMOCOM KNETOK YEN0BEKA B HOPME U NaTO/IOTUMN.

YnobHbIM 06bEKTOM A1A 3TOro CAyXKaT IMMIOLMUTDLI, KNETKU
MUTENNA LWEKU N APYTUE KNIETKU, KOTOPbIE IETKO MONYYaTh,
KY/IbTUBMPOBATb M NOABEPraTb KAPMOJIOTUYECKOMY aHaN3Y.
Bbibop o6beKTa onpegenserca Lenbio UCCNeaoBaHUA.

TaK»e LMTOreHeTUYeCKUM meToa ABNAETCS BarKHbIM MeToz,
onpeaesieHnA noaa n XpoOMOCOMHbIX HaCNeACTBEHHbIX

3aboneBaHUM YenoBeKa.



e XpOMOCOMHbIE NEPECTPONKN MOTYT NPUBOAUTL K
MYXCKOMY U }KeHCKoMy becnaoguio, npobaemam
HeBblHaLWMBaHUA 6epeMeHHOCTHN, BPOXKAEHHbIM
NOpPOKam pa3BuUTUA Na0Aa.

* [lpn nomoLmM aHaNN3a Ha KAPUOTUM MOXKHO
onpeaennTb NaTtonornmm B XPOMOCOMHOM Habope
CYnpyros — MOHOCOMMUA, TPMCOMUA, Aeneuuns,
TpaHC/A0KaLUMA, MO3auLUMU3M U T. 4.

 KapmoTun naoaa c BbICOKOM TOYHOCTbIO MOKAXKeT Ha
N3MEHEeHUsA, KOTOpble Bbl3blBatOT 3aboneBaHUA:
cmHapombl KnanHdenvtepa, MNpagepa-Bunnm,
JABapAaca, ayHa, MNaTtay, LLepelwesckoro —
TepHepa, ayT3am mn npoyme NopoKn pa3BUTUA.



KapuotnnupoBaHue - 370 TeCT ANA U3YYEHUS XPOMOCOM,
KOTOPbIM MOXKET MOMOYb BbIIBUTb reHeTUYeCcKme npobiemsl,
CTaBLIME NMPUYNHOMN PACCTPONCTBA MU 3aD01EBaHUA.

KapunotunupoBaHue genaetcs, 4tobbi:

— OnpegennTb HaANYME aHOMAIbHbIX XPOMOCOM Y NaoAa.
— OnpeaennTb NPUYMHY BPOXKAEHHbIX AedeKToB pebeHKa.

— OnpeaennTb, HaiMumMe aHOMasIbHbIX XPOMOCOM Y
B3POC/10r0 Ye/I0BEKA U PACCMOTPETb BapPMaHTbI, KaK OHU
MOTYT MOB/UATb Ha Pa3BUTUE ero byayulero pebeHka.

— Onpenenutb, ABAAIOTCA I aHOMaJ/IbHbIE XPOMOCOMb
NMPUYUHON BblKMAbILA NN Becnnoamna KeHLWwmHbI.



OCHOBHbIE MPUHUATBI AHANN3A KAPUOTUMNA HENNOBEKA

e B cepeaude 1950-x I'T. MpOUCXOUT pa3BUTHE HOBOM 00JIAaCTU F'€HETUKH -
IIUTOTCHETUKH YEJIOBEKA U €€ MOJPa3AeiioB - KIIMHUYECKOM
HUTOr€HETUKH, OHKOLUTOT€HETUKH, IPEHATAJIbHOM IUTOT€HETUKMU.

1. OcHOBHOU 3aJ1auel KIUNHUYECKOUN IIUTOTCHETUKU ABISETCSA aHAJIN3
KapuOTHUIA Y MAIMEHTOB C Pa3IWYHBIMU (M30JIMPOBAHHBIMU U
MHO>KECTBEHHBIMH ) BPOXKJACHHBIMH ITIOPOKAMH Pa3BUTHSI.

2. 3aJa4yd OHKOIIMTOTE€HETUKHU KaCalOTCs UCCIEA0BAHUS KOPPEIISIUiA
OHKOJIOTMYECKOTO IIPoliecca ¢ XPOMOCOMHBIMUA AHOMAJIUAMHU B
OITYXOJIEBBIX KJIETKAX.

3. B 3amauu npeHaTalbHON [IUTOTCHETUKH BXOMSIT JUArHOCTHKA
XPOMOCOMHBIX 00JI€3HEN U N3yUYeHUE PYHKIIMOHAIBHOW aKTUBHOCTHU
OTJICJIbHBIX XPOMOCOM U UX CETMEHTOB B IIEPUOJ] BHYTPUYTPOOHOTO
Pa3BUTHS YEIOBEKA.



MeToa npeHaTanbHoOM ANarHOCTUKN
(aMHMoueHTe3)

MeToz npenaraibHOIl AMArHOCTHKN HaC1€(CTBEHHBIX 3a601€BaHHii
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OKPALLIMBAHHUE XPOMOCOM
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* [lo mepe pa3BUTMA METOA0B
LMTOreHEeTUYECKOro aHaaMn3a X apceHan
HEeYK/IOHHO YBE/IMYMBAJICA, U B HacToALlee
BpemMA BO3MOXKHO U3Yy4YEHUE BCETO
XPOMOCOMHOro Habopa niun oTaeNbHbIX
XPOMOCOM B KNeTKax NpaKTU4ecKku ntobbix
TKaHEWN N OpPraHoB, Ha Nt0bon cTaanu
KNEeTOYHOro UuuKna, B MUTO3€ U MENO3E.

* B 3aBUCMMOCTU OT LEe/ier nccnenosaHus
pPasnMYaloT NPAMbIE U HenpsaMmble MeToAbl
nccnenoBaHUS XPOMOCOM.



[lpAMble meToAbl

[MpAamMmble MeToabl NPUMEHAIOTCA B TEX CAYYasX, KOraa
HeobxoamMm ObICTPbIN Pe3y/IbTaT U UMEETCS BO3MOXKHOCTb
NOJIy4YMUTb NpenapaTbl XPOMOCOM K/ETOK, AeNALMNXCH B
opraHusame. UICTOYHUKOM TaKUX KNIETOK AIBNASIETCA KOCTHbIN
MO3T U K/IeTKU 3apoabiieBbix 060104eK. OCHOBHbIM
0OBbEKTOM LIUTOrEHETUYECKOTO UCCIEA0BAHUA NPAMbIMU U
HENPAMbIMW METOAaMM ABAAIOTCA CTaana meTagdasbl MUTO3a
N pas/inyHble cTagumn meinosa. Metadasza MUTO3a CNYKUT
OCHOBHbIM 0O6BEKTOM AN1A aHAM3a XPOMOCOMHOIo Habopa,
T.K. UME@HHO Ha 3TOM CTaaMn BO3MOKHa TOYHaA
NAEHTUPUKaLMA XPOMOCOM U BbiABJIEHWUE MX aHOMATUN.



Henpamble meToAbl

* Henpambie meToabl BKAOYAKOT B Ka4ecTBe
06A3aTeNbHOro 3Tana KyAbTUBUPOBaHUE
KNEeTOK B UCKYCCTBEHHbIX NUTATENIbHbIX
cpenax. Martepuanom ABAAOTCA NMMPOLUTDI
nepnpepnveckon Kposmn N NYyNnOBMHHOWU KPOBMU
nnoaa, pnbpobaaCcTbl KOXU N AMHNOTUYECKOMN
XUAKOCTU, KNETKU CNOHTAaHHO abopTmpyemblix
3MOPMOHOB U 3apoabilleBbIX 0O0N0YEK.



B 3aBMCMMOCTU OT CTaAUM KNETOYHOrO LMK/IA NPOBOAAT Uccnef0BaHUA:

*  © OTAENbHbIX XPOMOCOM W/IN UX YYACTKOB B MHTEPdA3HbIX AApax
* e npodasHbIX XpOMOCOM (aHaNn3 Ha CTagMu NaxuTeHbl B cnepmaToreHese);
* e npomeTadasHbIX MUTOTUYECKNX XPOMOCOM (aHaNn3 Ha BbICOKOM YPOBHE pa3pelleHus);

* o MmeTadasHbIX XPOMOCOM (TPaANLMOHHDLIM aHanu3 PrA(butToremarntoTUHUH)-CTUMYIMPOBAHHbIX
NMMGOOLIUTOB U PEXKE - KNETOK KOCTHOro mo3ra, dubpobnactos Koxu u ap.);

* e CTaauii aHadasbl - Tenodasbl (oA perncrpaummn cneudPpuyeckoro Bo3AenCcTBMUA PasInNYHbIX
areHTOB Ha XPOMOCOMbI MYyTEM OLLEHKM YaCTOTbl KNETOK C MOCTaMM U pparmeHTamu).
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OCHOBHbIle 3Tanbl aHan3a XPOMOCOM

1. Ucnonb3oBaHMeE KOAXULMUHA NN
APYrUX areHToB - UHTMOUTOPOB
obpa3oBaHNA BepETEH],

OCTaHaBNMBAIOLLMX KNETOUHbIN T IRe
LMKA Ha cTagun meTadasbl. i

Kapuotun

NHB N

2-5 M1 BEHO3HOH KpOBM
®dotorpadpupoBaHue

2. TnnotoHn4yeckaa obpaboTKa -
BbI3bIBAaE€T HabyxaHMe KNETKY,
paspyLleHnEe MEKXPOMOCOMHbIX

cBsi3ei, yTo cnocobcTayeT E

PacnipencsicHue KJ1eToK Ha \{
oTaeneHuno X p OMOCOM py roT OTnesieHHE IPUTPOLIMTOB TPERMCTHOM CTCKie

MyTEM pacKarbiBaHHsl
Apyra. _\”7 P e =

EN

OkpalimBaiue

N

JlobasacHue
( cpenbt
3. duKcauma - coxpaHaeT P sy

CTPYKTYPY XPOMOCOM U yaanaet @
OCTaTKM UMTONNA3Mbl.

Hukybaums
B TeucHue 3 nHel

npu 37 °C

4. OKpawmneaHMe npenapaTos.

JlobaBacHue
KOJIXMLIMHA

EN

Dukcaums KIeToK

N

OtnenexHue l:> I'urnoroHu3aums
JICHKOLMTOB COJICBHLIM PaCTBOPOM



B 3aBucumMocCTH 0T 32124 MCCJIeJ0OBAHUS npenaparbl XpoMOoCOM MOYKHO

AHAJIMN3NPOBATD OAHHUM M3 CJICAYHOIINX CII0Cco00B.

1. AHanu3 c nomoulbto ¢a3oBOro KOHTpacra. [lo3sBonAeT oUeHUTb
MUTOTUYECKMM MHOEKC N KayecTBO MeTadasHbIX NJAACTUHOK Ha npenapare.

2. CnnolwHoe (pyTMHHOE) OKpalwmMBaHWe XpoMocoMm. MprumeHaeTcs ans
aHaNM3a YNC/IEHHbIX aHOMANMIN KapMoTUNa M Npu cneumranbHbIX
NccnefoBaHUAX XPOMOCOMHbIX abeppaLunii (XpOMOCOMHbIX U
XPOMATUAHbIX Pa3pbiBOB, MOCTOB U pparmeHTOB).

3. AnddepeHumanbHoe oKpalunBaHme xpomocom. Ana naeHtndbuKkaumm
XPOMOCOM M aHann3a ux mopPpodyHKLNOHANbHbIX 0COBEHHOCTEN
MCNONb3YIOTCA Pa3/inyHble meToabl AnddepeHLnanbHON OKPACKW.

4. dnroopecueHTHasa rubpuansauma in situ (FISH). MeTtoa ocHOBaH Ha
MCNoNb30BaHUM Xpomocomcneumpunyecknx AAHK-30HA08B, nx
rmépmansaumnm Ha XPOMOCOMHbIX NpenapaTax U AeTeKUMM CUrHana c
MOMOLLLbIO MUKPOCKONA.



lNpocTaa okpacka.

Ncnonb3yeTtca ana
OPUEHTUPOBOYHOro onpeaeneHus
YMCNOBbIX AaHOMAZIUU KapuoTuna.

BoliaBnAaemble CTPYKTYpPHbIE
XPOMOCOMHbIE aHOMaNuu (aeneuum,
TPaAHCN0OKaunmn, UHBEPCUM)
NAEHTUPNLUMPYIOTCA C MOMOLLLbHO
anbdepeHumManbHOM OKPACKMK.

MpumeHaeTca Ana nlyvyeHus
XPOMOCOMHOro myrtareHesa (yuyer
XPOMOCOMHbIX abeppaumin) npu
NpoBepKe PaKTOPOB OKPYKatoLLEN

cpeabl Ha MyTareHHOCTb.




AnddepeHumanbHoe OKpaIMBaHUE XPOMOCOM:

(63HAMHT) BbIABASIET KOMMJIEKC NonepeYyHbiXx meTokK (nonoc, 6aHa0B)
Ha XpOMOCOME.

Karkaan xpomocoma xapaKrepuayetca cneumpuyecknm
KOMMMJIEKCOM MoJocC.

[OMONOrMYHbIE XPOMOCOMbI OKPaLLMBAOTCA UAEHTUYHO, 33
MCKNOYEHUEM NOAMMOPPHbIX PAiOHOB, FAe IOKA/IN3YIOTCA PasHble

aJl/ieJibHbleé BapPWUaHTbl TEHOB.
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Q-oKpawuBaHue. (patoopecLeHTHOE aNKUANPYIOLLLEE BELLECTBO
AKPUXUHUNPUT)

TpebyeT bbicTpoM 06paboTKM NpenapaTa.
MpocmoTp npenapaTta B IOMUHECLLEHTHbIN MUKPOCKOM

Jlyywe Bcero noaxoauT Ansa nccaegoBaHna Y-Xpomocom 1 ncnosblyetcs Ana
ObICTPOro onpeaeneHns reHeTMYECKoro Nosa, BbiABNEHMA TPAHCOKALUN
(0bmeHOoB y4yacTKkamm) mexay X- n Y-Xxpomocomamum nnam mexay Y-
XPOMOCOMOM U ayTOCOMaMM.




G-oKpawuBaHue. G-OKpallMBaHME BbIABAAET
HebonblLiMe abeppaunm U MapKepHble XPOMOCOMbI
(cermeHTUpPOBaHHbIX MHAYE, YEM HOPMAJIbHbIE
rOMONIOrMYHbIE XpOMOCOMbl). B crniydasix CnoXHbIX
XPOMOCOMHBIX NepecTpoek, 3axBaTbIBaAOLLMNX
boriee AByxX XpoOMOCOM, He MO3BOSIAET
MOEHTNPULNPOBATb N3MEHEHHbIE CETMEHTHI.

2 ] 7 T. KacnepcoH u gpyrue — metoabl guddpepeHLumanbHON
‘3 1 7 o OKpacku xpomocom (1968 — 70rr.)
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R-oKpawmBaHue aaeT KapTUHY, NPOTUBOMONOMKHYIO G-
OKpaLlUMBaHUIO. ITUM METOAOM BbIABNAOT Pa3/INymA B
OKpalLlMBaHUU FOMONOTNYHBbIX G- UK Q-HeraTUBHbIX
YUYaCTKOB CECTPUHCKUX XPOMaTUA UM TOMOTOTUYHbIX
XPOMOCOM.
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C-OKpawmnBaHuMe UCNONb3YIOT A1 aHAaNM3a LEHTPOMEPHbIX PaNOHOB
XPOMOCOM (3TW pPaMOHbl cOAEPHKAT KOHCTUTYTUBHbIN FTETEPOXPOMATUH) U
BapuabenbHOM, ApKo GpatoopecUUpyIoLLLEN ANCTA/IbHOM YacTn Y-
XPOMOCOMBbI.

T-oKpawmMBaHMe NPMMEHALOT AN aHa/IN3a TeIOMEPHbIX PaioOHOB

XPOMOCOM.

NOR-okpacka

Oxpacka
IIpernapaToB
PacTBOPOM HHTpATa
cepebpa,
HE0oOXoauMa 1T
BEIIBIICHHUS PaiiOHOB
SAPBIITKOBEIX
OpraHH3aTOPOB.
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YepegoBanue 63ng0B B Xpomocome X, nojiydenHoe PasHbIMH MeTOAaMH
audrdepeHIAAIBLHOR OKPACKH.



NaGopaTopus MONeKy/IIPHON LIUTOreHeT uKu o DS

CoBpeMeHHbIe MeTOAbI MONEKYNAPHO-LUTOr eHETUYECKUX UCCef0BaHNI

CpaBHUTeNbHaA reHOMHas CneKkTpa/ibHoe
moepuausauusa, CGH KapuoTunupoBaHue, SKY

2
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MHoroLBeTtHoe OKpaluMBaHue

MexBuoBoe cermeHTUpoBaHue
XpoMmocombl 5 yenoseka, MCB

poMocom, RXFISH
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Memoo FISH- ¢hnyopecueHmHasn 2ubpudusayus in situ - BKnoyaer
cnepgytouime 3tanbl:

- CO3/1aHKE 30HJI0B - OJJHOHUTEBBIX (hparmeHToB JJHK, Kk KOTOphIM
IMPUCOSTUHSIIOT OMOTHH WX JUTOKCUT€HUH; 30HbI MOT'YT OBITh
KOMILIEMEHTAPHBI XPOMOCOME MJIM €€ KOHKPETHOMY YUYACTKY;

- IeJI0YHas 0opaboTKa mpemnaparos IN SitU ¢ menpio JeHaTypanuu

xpomocomHou JIHK 3a cuet pa3pbiBa BOHOPOAHBIX CBA3EH MEXKAY ABYMS
uemssmu JIHK;

- eubpuouzayusi xpomocoMHoit JIHK ¢ 30H70M IyTeM KOMILIEMEHTAPHOIO
CBA3bIBAHUS 30HA CO CIEHM(UUECKON MOCIIEI0BATEIILHOCTHIO
XPOMOCOMBI;

- 00paboTKa mpenaparoB BellleCTBAMHU, KOTOPbIE U30MpaTEIIbHO
CBSI3BIBAIOTCS C OMOTHHOM U IMTOKCETEHMHOM K 3THM BEIIECTBAM MOTYT
OBITh IPUCOEAUHEHBI (DTYOPECLIEHTHBIE KpacUTEI!

- U3YANUZAYUSL XPOMOCOM C TOMOIIBIO JTFOMUHECIIEHTHOTO MUKPOCKOTIA HA
(hoHE HEOKpPAIIIEHHBIX XPOMOCOM.



Memod FISH ucnonb3yemcs 01 ebifiéneHus:

- YUCNEHHbIX XPOMOCOMHbIX aHOMaINi B
NHTepdpasHOM Aape;

- CTPYKTYPHbIX aHOMaNUM;
- CNOXKHbIX MEKXPOMOCOMHbIX NEePEeCcTPoEeK;

- y4€Ta CUMMETPUYHbIX abeppauniiy
0b6/1y4eHHbIX nL;

- IOKann3aunu reHa.
ObICTPOro ycTaHOBAEHMSA MONa,
BbIAB/IEHUA TPUCOMUMN

N APYrUX aHeynaouaum B MHTepdasHbIX KNeTKax,

UNTOTreHETUYECKOIO aHa/1n3a onyxoseBbixX
KNEeToK.

3TOT AOCTAaTOYHO NPOCTOM, TOYHbIN,
ObICTPbIN U SKOHOMUYHbBIA METOA, HAXOANT
Bce 6onee LLiInpokoe npumeHeHue B

[AMarHOCTUKE BPOXKAEHHbIX aHOMaNUM,

MOHOrIeHHbIX CUHAPOMOB, B TOM YNCne, B
npeHaTaanoﬁ ANarHOCTuKe.

-I||| ”
| MonekynsipHas LuToreHeTuka

FISH nccnepoBanma uHTepdasHbIX U MeTada3HbIX
XpomMmocom c nomouisbo AHK zongoe

MoneKynsapHoe KapuoTunupoBaHue
WNun cpaBHUTEIbHaA reHOMHas
rmépuansauyuns

MOJIEKYTTAPHOE KAPUOTUNTUPOBAHUE




Direct

(A) Probe (B) Fragmentation
labeling by, of blocking DNA
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MmnuorougeTtHas FISH-oKkpacka xpoMocoM uesioBeKa




MeTopa cpaBHUTENbHOU FeHOMHOMU rMbpunaunsaumum
(comparative genome hybridization - CGH)

*0bbegnHAET CTAaHAAPTHYIO UUTOFEHETUYECKYHD METOAUKY
KapuotunuposaHua u FISH-aHanus.

*O61acTb NCMONb30BAHUA - OHKOJIOTUYECKAA LUTOreHEeTUKa,
Ha3Ha4YeHue - onpeaeneHne PamoHOB XPOMOCOM, KOTOpPbIe
AeNneTnpytoTca nam amnanPuumpyroTcs.

*A3 onyxonu sebiaenatoT AHK n meTat ee onpeaeneHHbIm
bGNOOPOXPOMOM.

*[1HK, BblAgeNeHHY0 N3 HOPMabHOU TKAHWU, METAT APYrnUm
bGNOOPOXPOMOM.

*MeuyeHyto IHK 13 onyxonm n HEM3AMEHEHHOM TKaHWU
rmbpnamnsytoT ¢ nccnegyemblM XPOMOCOMHbIM NpenapaTtom.

*[10 MHTEHCMBHOCTM CBEYEHUNA METKM onpeaenatotT obnactu
aeneunn n amnanduKaumn.,

*/IcNoNb3YIOT NPOrpammbl KOMMbIOTEPHOrO aHaAM3a
XPOMOCOM.



AoctonHcTtea CGH :

He 3aBUCUT OT UCTOYHUKA UCCNeayemoro matepumana,
N MOXKET bbITb yCnewHo NpoBeaeH C MaabiM
Konnyectsom Tectupyemon [JHK, BkatoUaa apxXmBHbIN
maTtepuan.

NO3BOIAET NOJIYYNTb AETaNbHYIO MHPOPMALMIO O
noTepax UamM yBennYeHnmn Yncna Konmm
reHeTU4YeCcKoro matepmasna Nno BCEMY reHoOMy B

O HOM 3KCNepuMeHTe.



G CANCER GENETICS

The Process of Array CGH

CONTROL DNA

Patient and control DNA
labeled with fluorescent
dyes are applied to the
microarray.
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SKY - cnekmpocKkonu4yeckuli aHAAU3 XPOMOCOM.

MeToa, 0CHOBaH Ha UCNO/b30BaHUM Habopa 30HA0B N PYyOPECLEHTHbIX
KpacuTteneun, UMeLLLNX CPOACTBO K onpeaeneHHbIM y4acTKaM XPOMOCOM.

Karkaaa napa XpoOMoOCoOM, TaKMM 06pa3om, UMEET YHUKa/IbHble
CNEeKTpasibHble XapaKTepUCTUKKU. Ucnonb3ya nHteppepomeTp, aHanor
annapaTa 415 U3MEPEHUA CNeKTpa aCTPOHOMUYECKNX 0O bEKTOB, MOXKHO
onpeaennTb He3HauYuTeIbHble BapuaLMM B CMEKTPAZIbHOM COCTaBe
XPOMOCOM, HEPA3/IMYMUMbIE YE/TOBEYECKMM FNA30M.

[laHHble NoABEPratoTCA KOMMbIOTEPHOM 06paboTKe No cneuyranbHOM
nporpamme, B pe3yibTaTe Yero Kaxkaana napa Xxpomocom npuobpetaer
onpeaeneHHbIn LBeT.

MpenmyLLLecTBO MeToda COCTOUT B 6bosee TOYHOM naeHTUdpUKaumnm
FOMOJIOTUYHbIX XPOMOCOM, KOTOPblE MUMEIOT OAMH U TOT XKe LBET, U
BO3MOXKHOCTU BbIfIBJIEHUSA HEKOTOPbIX TPAHC/IOKaLIMIN, KOTOPbIE APYrMMHU
LUTOreHEeTUYECKMMM MEeTOAaMM He onpeaenstoTcs.

MeToA, ncnonb3yeTca B OHKOLUMUTOrEHETUKE AN1A BbIABNEHUA B Kapuotune
OMYXONEBbIX K/ETOK AaXKe 04eHb HE3HAUYUTE/IbHbIX MO BE/IYNHE
XPOMOCOMHbIX abeppaunii.

CnekrpanbHoe
KapuMoTUNMpoOBaHue
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pyrne metoabl:

1. KynbTmBMpOBaHUE KNETOK B MPUCYTCTBUM KNACTON€HHbIX
BeLlecTB A/ uccaea0BaHUA Pa3pbiBOB U pearperaumm
XPOMOCOM.

2. KynbTnBnpoBaHue B cpeae c HeaocTaTKoM GOMEBON KUCIOTbI
A5 BbIAB/IEHUA Y4aCTKOB JIOMKOCTU XPOMOCOM.

3. KynbTnBuposaHune ¢nbpobaacTtoB KOXKM UAN KNETOK APYrmx
OpraHoB A1A BbIAB/IEHUA aHOMa/ I NOJIOBbIX XPOMOCOM.



NMoKa3aHuA AN nposeaeHuUs LLUTOreHeTUYEeCKUX
nccaepoBaHUMU

1. Nopo3peHne Ha XPOMOCOMHYIO 60n1€3Hb MO KJAMHUYECKOM
CMMNTOMATUKe (Ana noaTBepKAEeHMNA ANArHo3a).

2. Hannume y pebeHKa MHOMKECTBEHHbIX BPOKAEHHbIX
NOPOKOB PA3BUTUA, HE OTHOCALLUXCA K TEHHOMY CUHAPOMY.

3. MHorokpatHble (bonee pABYyx) CNOHTaHHble abopThbl,
MEPTBOPOKAEHMNA UNN POXKAEHMA AETEN C BPOXKAEHHbIMU
NOPOKAMM PA3BUTUA.

4. HapyweHune penpoayKTMBHOU PYHKLUMM HEACHOrO reHesa y
KEHLWMH M MYXKYMH (nepBuyHas ameHopes, becnnogHbin
bpak n ap.).

5. CyuwiectBeHHana 3aAeprKKa YMCTBEHHOro u ¢uU3nN4YecKoro
pPa3BUTUA Y pebeHKa.



6. NMpeHaTasibHaA AMarHoCTUKa (No BO3pacTy, B CBA3M C HANNYMEM
TPAHCNOKaUMM y poautTenen, npu pPoxXKAEHUU npeablayLLero
pebeHKa c XpOMOCOMHOW 6one3Hblo).

7. NMopo3peHne Ha CUHAPOMbI C XPOMOCOMHOW HECTabUNAbHOCTbIO
(yueT xpomocoMHbIX abeppaLuuni N CeCTPUHCKUX XpomaTua,).

8. Jlenkosbl (ona anddepeHuManbHOM AUNATHOCTUKU, OLEHKM
3P PEKTUBHOCTU NEeYEHMA U NPOrHO3a).

9. OueHKa  MyTareHHbix BO34AeNCTBUMA  (paamauMOHHbIX,
XUMUYECKUX).

MeanUMHCKUX OrpaHUYeHnin ANA NPUMEHEHNA LUMTOreHeTUYeCKux
meToaoB HeT. OgHakKo HeobxoAMMO MOMHMUTb, YTO 3TU MeETOoAbl
Tpyaoemkune, goporue. NpasBuabHee HasHa4yaTb LUTOreHeTUYecKoe
nccnefoBaHMe MO peKoMeHdauuu  Bpadva-reHeTMka  nocsne
nposeaeHUA MeanKo-reHeTUYEeCKOro KOHCYNbTUPOBaHMS.



AHomMmasuu, NPUYUHBbI
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