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1.1 LinToreHeTn4yeckue metoabl

C nomoLbio AaHHOro MeToga MOXHO n3yyvaThb
HacneacTBEHHbIM MaTtepuan KNneTku:
COBOKYMNHOCTb XPOMOCOM B LieJfioM
(KapuoTunupoBaHue) nnn Hanudne N KOJIM4YecTBO
X-XpOMOCOM (onpeaeneHune noroBoro
XpomMaTuHa — YUCKIO rMblIOOK NonoBOro
XpomaTunHa unu teneu bappa). iccnegosaHue
NPOBOAUTCA C NOMOLLIbIO CBETOBOIO MUKPOCKONa
(M3roToBneHMe n nydeHmne MmKponpenaparTos).



KapuoTtunupoBaHue
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OnpepneneHue KapunoTuna
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Ha3blBA€Mbl n cucmemamu 4. ObpaboTKa I'MITOTOHMYECKVIM PacTBOPOM, M3TOTOBJIEHVIE MVIKPOITperapaToB,

1oJIy 4yeHve MuKpodororpadmii MeTadasHbIX IVTACTMHOK (KapVOTUIIOB).

33U 'p OB8aHHbI [] Ka p uomuri. 5. CocrapiieHVe MHAMBUIYJIBHOIO XPOMOCOMHOT'O KOMIUIEKCa (KapyorpaMMbI)



Knaccunyecknun n cnekTpanbHbIN
KapuoTUnbl

«[1N9 Nony4YeHns KNnaccu4eckoro KapnoTtmna Ucnomnb3yeTcs
oKpacka XpoOMOCOM Pa3fnnyHbIMU KpaCcUTENAMWN UIN NX
CMECSIMU: B CUITY Pasnnymin B CBA3bIBAHUM KpacUTENS C
Pa3NNYHbIMUK Y4acTKaMM XPOMOCOM OKpaLLnBaHMe

NMPOUCXOANT HepaBHOMEPHO 1 0bpasyeTcs XxapakTepHas
nornoc4yaras CTpyKTypa.

* [lepBbI METOA, OKPACKU XPOMOCOM, MO3BONAIOLLNN
NONMy4YnTb Takne BbICOKOAETANN3NPOBAHHLIE

n3oopaxeHus, obin paspaboTaH WBeaCKUM LIUTONOrom
KacnepccoHoM (Q-OKpalwunBaHue).



Q-OoKpawmnBaHue

OkpaLlumBaHme no
KacnepccoHy akpuUXuH-
UMPUTOM C
nccrnegoBaHmMem nog
donyopecueHTHbIM
MWUKPOCKOMNOM. XPOMOCOMbI
OKpallMBaloTCH B BUAe
cneundounyeckmnx Habopos
CBET/bIX U TEMHbIX NOJ10C
(Q-nonocsbl). Halue Bcero
NPpUMeEHAETCA Ans
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G-OKpawimBaHue

MoagundpuunpoBaHHOE
OKpalumBaHue

no PomaHoBcKomy — ['MM3e.

UyBCTBUTENBLHOCTDL BhILLE,
yeM y Q-OKpaLUuMBaHUS,
NO3TOMY MUCMNOJSIb3YEeTCH KaK
CTaHOapTHbIN MeTo

LHNTOTr€HETUHECKOIo aHalln3a.

[TpumeHaeTcsa npu
BbIABIIEHNN HEDOMbLLINX
abeppaunmn n MapKkepPHbIX
XPOMOCOM
(cermMeHTUpoOBaHHbIX MHAYE,

4YeM HOpMaJibHblE
rOMONoOrMYHbIe XDOMOCOMBLIY
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R-OKpaluMBaHue

cnonb3yeTcs akpuaNHOBbLIN
OpaHXeBblIU N Noao0OHbIE
Kpacutenu, npu 3Tom
OKpaLUMBaOTCH Yy4aCTKU
XPOMOCOM, HEYYBCTBUTENbHbIE
K G-OKpaLUMBaHWUIO.
Mcnonb3yeTcs ans BbISIBNEHUS
aetarnen roMmoniorMvHbIX G- Unum
Q-HeraTMBHbIX Y4aCTKOB
CECTPUHCKUX XpomMaTua nnm
FOMOJSIOrMYHbIX XPOMOCOM.
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YepegoBanue 6308 B XpoMocome X, NolyuieHHOE PA3HBLIMA METOAAMH

audrpepeHIBAILHON OKPACKH.



C-okpawumBaHue

[TpumeHaeTcsa ang

aHanuns3a LLleHTPOMEPHbIX pau
OHOB XPOMOCOM,
coaepalymx
KOHCTUTYTUBHbIN reTEPOXPOM
aTUH 1N BapnabenbHOW
ancranbHOU YacTu Y-
XPOMOCOMBI.
feTepoxpomMaTUH — TUN
XpomMaTuHa, KOTopbIN Bcerga
OCTaeTcAa B
KOHOEHCUPOBaHHOM
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T-oKpawmBaHue

[TpumeHsaoT and
aHanus3a TernoMepH.bl
X panloOHOB
XPOMOCOM.




JlIoMKMe y4acTKu — HeokpallnBaeMble NPOMEXYTKU, MHOrga
HabnogaeMble B XapakTEPHbIX MecTax B PasnmU4YHbIX XPOMOCOMaX.

13BeCTHO MHOXECTBO HacrieayeMbiX BApuaHTOB NOMKNX YHaCTKOB.
Hanbonee o4eBUAHO KITMHUYECKOE 3HAYEHNE NTOMKUX Y4aCTKOB Ha
ANWUHHOM nrneYye X-XpOMOCOMbI Y Manb4YMKOB C 4acTo
BCTpevatoLlenca cneundpunyeckon doopmoun cuenneHHoU ¢ Nosiom
YMCTBEHHOWM OTCTANIOCTU, @ TaKKe Y HEKOTOPbIX XXEeHLNH —
HOCUTENEW 3TOro reHeTU4YeCcKoro gedekTa.

OOHapyXeHue FTIOMKOro yyactka B X-XxpoMocoMe —
OviarHocTuyeckas npoueanypa, cneunuyHasa anga cuHapoma rioMKoun
X-XpOMOCOMbI, XOTH B OONbLUMHCTBE rnabopaTtopui 3TOT TECT
3aMEHEH UM OOrMOoSTHEH MOJIEKYNSIPHBIM TECTUPOBAHUEM OS5
ODHapy>XeHUs 3KCNaHCUN TPUHYKNEOTNAHOro nostopa CGG B reHe
9TOro 3aboneBaHnst FMR1.



dnyopecueHTHas rubpmnansauus

CocTonT B OKpalunBaHuu
XpOMOCOM

HabopOoM QorTyOpPECLIEHTHBIX Kpac
UTEenen, CBA3bIBAKOLLIMXCH CO
cneundunyeckumm obnactamu
XpomMocoM. B pesynbrate Takoro
OKpaLLUnBaHUA rOMOJSIOrMYHbIE
napbl XPOMOCOM rnpunobpeTtatoT
MOEHTUYHbIE CrneKTparibHble Xxapa
KT-€PUCTUKU, YTO HE TONbKO
CYLLECTBEHHO obnervyaer
BblABIIEHME TaKMX Nap, HO U
obrneryaet obHapyxeHne
MEXXPOMOCOMHbIX TPAHCJIOKa
LHUU.

FISH -meton — Fluorescent in situ
hybridization gan ewe donblue
BO3MOXXHOCTEN




[MpenmyLwiecTBa rudbpumnansaumm:
1. CnocobHOCTbL OOHapPYXNTb MUKpoaeneunn

2. Vlccnepyrotca He ToNbKO MeTadasHble
KNETKU, HO N UHTEPdA3HOE AP0

3. BoigBneHume 3nokadyecTBeHHbIX
OHKO3aboneBaHMU

4. Vicnonb3yloT B NpeHaTallbHOU U
npenmMmniaHTauMoHHOW gMarHoCcTuUKe.



NoeHTUdMKaLmMa XpoMocom

1o nonoxeHutro )@
LLeHTPOMepbl:

1. MeTaueHTpuyeckue
XPOMOCOMbI

2. AKpoueHTpuyeckue
XPOMOCOMBI

3. CybmeTtaueHTpuyeckune
XPOMOCOMBb

[loTeHunanbHbIN YETBEPTLIN
TN XPOMOCOM,
TeNOLUEeHTPUYEeCKUHU, c
LEHTPOMEPOWU Ha OQHOM KOHLIE
N eAUHCTBEHHbIM MNe4YoMm, He
npeactaBneH B
HOpManbHOM KapuoTtune

METAHEHTPHYECKHE: - Ie=46—49%

cyéme'rﬁnéﬁ'rpihééimé: | Ie=31- 450/

AKPOHEHTPHYECKHUE: Ie=17-30%




OnpeaeneHue NoOfoBOro XxpomMmaTuHa

M /KCHIIMH (469 XX) OdHA X- * Tenbue Bappa — 3TO X-
XpOMOCOMA SAABJIACTCS XpoMocCcOoMa B

., MOKOSIIEeMCS
AKTHBHOU, a Ipyrasa X- e s
XpOMOCOMA HAXOIAUTCH B PR RS
HCAKTHBHOM, BCeraa Ha e AMHMILY
CIIMPaJIN30BaHHOM Siapo ¢pubpodracra MEHBbIIE YHCJIa
COCTOSIHUH. pryopecnenmapy | BAAMTHBX X-

NonoBon X-XpOMaTUH B~ Kpacurerew. e A

Crpenkoii ykazano MY>XYHWH UX HeT, a'y
HOpMe BbiABJ1AETCA Teabue bappa. YKEHIIHH — TOTBKO
TONBLKO Y XXEHLLMH U OZHO.

OTCYTCTBYET Y MY>X4YMH.



1.2 MonekynapHo-reHeTU4YeCKne Mmetoabl

BbigeneHune AHK r— o——
MoarotoBka ok e e
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Amnnudukauma AHK oty
metogom ['LP RFRESIRRS
(OeHaTypauus,
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nonnmepunsayna)



NLUP Bknto4vaeT Tpu ctagum:

1. JeHaTypauuio - npoLecc pasbeanHeHnsa ABOUHOW cnupanu Ha
KOMMNiieMeHTapHble ogHouenoveYyHble HUTK (nepead ctaaua INUP).

2. rmudopuagunsaumio - obpasoBaHune asonHbix Lenen OHK, nnu
KonupoBaHue ogHouenoyedHbix Monekyn IHK. Peakuna npotekaeT B
TedeHune 30 C nNpu cHMXeHnn temnepatypbl € 90 °C o 50 2C npu y4actum
depmeHTa TepmoctabunsHom JHK-nonnmepassbi.

3. Monnmepusauunto - Tpetba ctaaud unkna lNLP, B xoge kotopou npwu
yBenudeHun temnepartypbl ¢ 50 eC go 72 oC JHK-nonnmepasa
npucoeanHAaeTCs K 3’- KOoHUaM nNpanMepoB 1 yannHaeT oba npanmepa c
nx 3’- KoHUoB A0 pasmepoB matpuiHon HuTK AHK. PaspesaHune [AHK Ha
doparMeHTbl OCYLLECTBSAEMOE PECTPUKTaA3aMU, 1 NonydeHne Habopa
doparmeHTOB AnNnHoU B 4—6 Hykneotmnaos. eneHne [JHK Ha 4acTu
HeobXxo4uMOo, Tak Kak NPOBOAUTL aHann3bl C OFPOMHbLIMU MOJEKYTaMM
[NHK HeBO3MOXHO.



1.3. Buoxnmmyeckme metoabl

Kynbrypa

Buoxmummueckmue
TeCTbl

Cyrniepuaranr 4’{‘7{7{

A gh

Xpomocoms!

brnoxummnyeckme metoabl NO3BOMAOT ANAarHOCTUPOBATb HACNEOCTBEHHO
oOycrioBneHHOe HapyLeHne ooMeHa BewecTB. MHorne
HacneacTBeHHbIE 3aborieBaHns 0ObMeHa BELWECTB — FeHHble MyTauuu
cBs13aHbl ¢ depmeHTonatuamm. Marepmnanom bMoxmmmn4eckom

ANAarHOCTUKU ABJTAKOTCA: MOYa, KPOBb, KyHbTypr KJ1eTOK
huuenobnacTor u TUMAOIIUTOR



*buoxummnyeckyro AMarHocTUKy NnpoBOAAT B ABa 3Tana:
1.

Ha nepBom atane otbupatoT npeanonoXxnTernbHble criydyau
3aboneBaHnin, Ha BTOPOM - 6onee TOYHbIMU U CIOXHbIMM
MEeTOJaMN YTOYHSAIOT AnarHo3 3aboneBanus. [epBbin aTan
BKITOYAET Ka4YE€CTBEHHbIE U KONMMYECTBEHHbIE TECTbI C MOYOW U
KPOBbIO HAa BENOK, KETOKUCNOTbI, LUCTUH Y TOMOLIMCTUH,
KpeaTUHWH 1 ApYyrue nokasaTenmu.

Bmopou aman ocHoBaH Ha bosriee TOYHbIX MeToAax,
NO3BONSAOLLMX OOHAPYXNTb DonbLUKE rpynrnbl BUOXMMUYECKNX
aHomManuu. Hanpumep, ¢ NOMOLLbI TOHKOCITOMHOW
XpomaTorpagpumm Moyum n KpoB1 MOXXHO ANarHOCTUPOBATb
HapyLeHnsa obMeHa aMUHOKNCIOT, Onmrocaxapuaos u
[MUKO3aMUHOTITIMKAHOB (MYyKoNnofincaxapmngos).



