MeTomasHbI MeTO y4yeTa
XPOMOCOMHbIX abeppaumm



MeTtadha3Hbin meToq yyeTa XpOMOCOMHbBbIX MyTauun — 31O
BbISIBlIEHNE XPOMOCOMHbIX MyTauUin U onpeaeneHne ux tuna B
pesyrisTate aHanmsa XpoOMOCOM Ha cTaanu metadasbl MUTO3a

[nsa BbiIABNEHNs MmyTaumn HeobxoamMmo:

1. CpenaTb Kapuorpammy MyTaHTHOW KINeTKU (opraHM3ma) u CpaBHUTL €€ C
KapuorpamMmmMon HopMasribHOM KNeTKNU TOro Xe Bnaa opraHM3ma.
1.1. Bblpe3aTb XpOMOCOMbI 13 dooTorpadommn metaasHon NIacTUHKN.
1.2. PasnoxmnTb ux B nopsaake ymeHbLlLUeHUs1 abCconoTHOM ANNHBLL.
1.3. MeTtogom HanbonbLlero nogodusi, OpUEHTUPYACH HA HOPMaribHbIN KapUoTUM
opraHuama Toro e Buaa, nogodpaTb nNapbl FOMOSIOMMYHbLIX XPOMOCOM. Ecnn
BbISIBUNUCb HEMAaPHbIE XPOMOCOMbI BbIHECTU X B KOHEL, pacKnaku.
1.4. CpaBHUBasi N3y4aemMblil KAPUOTMMN C HOPManbHbIM KapnMoTUMNOM, ONPeaennTb Kakme
N3 HenapHbIX XPOMOCOM SIBAAKTCA HOpMaribHbIMU, a Kakne abeppatHbIMU. [ToMecTuTb
HernapHble XPOMOCOMbI Ha TO MECTO B Kapuorpamme, KOTopoe 3aHMMaeT HopMarbHagd
XPOMOCOMbI B BbISABIIEHHOW HETUMNYHON Nape.
1.5. HaHecTn Ha kapuorpammy Bce Heobxoanmble 0603Ha4YeHUs1 (OyKBEHHbIE
0603HayYeHus rpynn XpoOMOCOM 1 HOMEpPA XPOMOCOM).

2. Mo mopdonornmn abeppaTHbIX XPOMOCOM onpeaenuTbL TUN XpPOMOCOMHOM
MyTaLuu.



Mopdonornyeckme npusHakm pasHbIX TUMNOB
XPOMOCOMHbIX abeppauunmn

Odeneuunn:
1. B Kapuorpamme BbIsIBIEHO ABe HeNapHbIX ayTOCOMbI.

2. CpaBHMBaFI NOoJTy4EeHHYIO Kapnuorpammy C KapMOFpaMMOVI Hopmaanoﬁ KNEeTKN TOro xe snaa
onpeanennTb Kakad U3 HenapHbIX XpoOMOCOM HOpMalribHad, Kakas a6eppaHTHa;|.

3. B cnyyae geneuunun abcontoTHas AnvHa abeppaHTHOM XPOMOCOMbI MeHbLUE abCOnOTHOW ASTNHBI
HOpMasibHOM XPOMOCOMbI. Ecniv B MeTadhasHON nnacTUHKe NPUCYTCTBYIOT KOMbLEBbIE (oparMeHTbl, 3TO
yKasblBaeT Ha MHTepPKanApHYo geneuumto, ecnuv npucyTCTBYIOT NapHble NIMHENHbIE oparMeHTb!

XPOMOCOM — Ha KOHLEBYIO AENeLmIo. a K “

1. B kapuorpamme BbISIBIIEHO ABe HernapHbIX ayTOCOMbI.

Oynnukauum:

2. CpaBHuBast NONMy4YEHHYIO Kapmuorpammy C KapmorpamMmmomn HopMasribHOM KIETKU TOro XXe Buaa
onpeaenuTb Kakas U3 HenapHbIX XpPOMOCOM HOpMarbHas, Kakast abeppaHTHas.

3. B cnyyae gynnukauum abcontotHas anvHa abeppaHTHOM XpOMOCOMbI 6onbLue abCcontoTHOM AMNHBbI

HOpPMaribHOM XPOMOCOMbI. a K “




Mopdonornyeckme npusHakm pasHbIX TUMNOB
XPOMOCOMHbIX abeppauunmn

UHBepcum:
1. B kapuorpamme BbiSIBIEHO ABe HenapHbIX ayTOCOMbI.

3. lNpun pyTUHHOW OKpacke XpPOMOCOM MeTadha3HbIM METOAOM y4eTa XPOMOCOMHbIX abeppaunin MOXHO
BbISIBUTb TOMbKO NepeLeHTpuyeckue nieBepcun. B crniyqae tTakon MHBEpPCUM HeNapHbIE XPOMOCOMbI
NMEIOT OANHAKOBYIO abCONOTHYIO AfIMHY, HO UMEIT pPasHbIN LEHTPOMEPHbLIN MHAEKC (T.€. Y HUX pasHoe
MNONOXeHWe LLeHTPOMepbI, a crnegoBaTesibHO YacTo M pasHbI MOPGONOrM4ecKnn Tur, Hanpumep oaHa
MeTaueHTpuyeckas, a gpyrasi XpoMocoMa akpoueHTpuyeckas).
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1. B kapuorpamme BbISIBIIEHO YeTblpe HenapHbIX ayTOCOMbI.

TpaHcnokauum:

2. CpaBHuBasi NoNy4YeHHy KapmorpamMmmy c Kapnorpammon HopMasibHOW KNeTKu TOro e Buaa
onpeaensieM Kakme n3 HenapHbIX XPOMOCOM HOpMaribHble, a Kakme abeppaHTHbIE.

3. MNpun pyTUHHOM OKpacke XPOMOCOM MeTadha3HbIM METOAOM y4eTa XPOMOCOMHbIX abeppaunin MOXHO
BbIABUTb TONbKO MHCEPLIMOHHbIE TpaHCcokauuu. B ogHon nape XpoOMOCOM ofjHa U3 XPOMOCOM MeEHbLLE
HOPMbI, @ B APYron nape ogHa 13 XpomMocom 6oribLle HOPMbI.
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MeTtadhasHasa nnacTuHka 3Tan bl pa6OTbl :

MYTaHTHOW KNeTKn

x 1. BblcTpouTE XPOMOCOMBI B OOHY JIMHWUIO

% — bl inahaks

2. Pacnpe,u,envlTe XPOMOCOMbI B nopAaake ymeHbLUeHNdA nUX abcontoTHOM ANUHbI
KapuoTtun HopmasnbsHOM KneTku

ansa MORDRE KRN,

2 3 o o
ax x x ““ 3. OpI/IeHTVIpyFle Ha KapunoTun HopMalribHOU KNETKN Crpynnmpymnte XxpoMocomMbl B
4 5 6

roOMOJ10rnm4HblE Napbl. Henaprle XPOMOCOMBbI, OTnn4arLnecd no cBoeu MOpCbOJ'IOFI/II/I oT
HOPMbI, CHa4alla BbIHECUTE B KOHEL, pacCKiaaku, a 3aTteM no npuHuyuny HanbonbLUero
nogobus I'IOD,O6paTb K HUM TOMOJTIOM’M4YHYHO XpOMOCOMY. I'IpOHymepyVlTe XPOMOCOMbI U

2n=12 HaHecuTe o603Ha4YeHus rpynn. CaenaiTte BbIBOA O TUNE MyTaLuu.
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BbiBoa; |/|HC€pLI,I/IOHHaFI TpaHCNoKaunda Mmexay oJiMHHbIM nne4vyom 6 XpOMOCOMbI 1 OJTIMHHBIM MJ1e40M 4 XPOMOCOMbI



MeTtadhasHasa nnacTuHka 3Tan bl pa6OTbl :

MYTaHTHOW KNeTKn

x 1. BblcTpouTE XPOMOCOMBI B OOHY JIMHWUIO
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2. Pacnpe,u,envlTe XPOMOCOMbI B nopAaake ymeHbLUeHNdA nUX abcontoTHOM ANUHbI
KapuoTtun HopmasnbsHOM KneTku

ansa MORDRE KRN,

2 3 o o
ax x x ““ 3. OpI/IeHTVIpyFle Ha KapunoTun HopMalribHOU KNETKN Crpynnmpymnte XxpoMocomMbl B
4 5 6

roOMOJ10rnm4HblE Napbl. Henaprle XPOMOCOMBbI, OTnn4arLnecd no cBoeu MOpCbOJ'IOFI/II/I oT
HOPMbI, CHa4alla BbIHECUTE B KOHEL, pacCKiaaku, a 3aTteM no npuHuyuny HanbonbLUero
nogobus I'IOD,O6paTb K HUM TOMOJTIOM’M4YHYHO XpOMOCOMY. I'IpOHymepyVlTe XPOMOCOMbI U

2n=12 HaHecuTe o603Ha4YeHus rpynn. CaenaiTte BbIBOA O TUNE MyTaLuu.
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HomMmeHKnaTypa XpOMOCOMHbIX MyTauuUmn

del Qeneuuns, Hanpumep 46,XX,del(5p) — xeHwmHa c aeneynemn KOPOTKOro
nrevya XxpoMocombl 5

dup Aynnukauus, Hanpumep 46,XY,dup(ll)(ql2) — myxckou kapuoTun c
aAynnukauuen cermeHTa ql2 xpomocombli 11

fra NoMmkun cant

I Usoxpomocoma, Hanpumep 46,X,i(Xq) — KeHCKUn KapnoTun, ogHa 13
Xpomocom X npeacraBrneHa NU30XpoMOCOMOM NO AJFIMHHOMY nrievy

inv UuBepcus, Hanpumep 46,XY,inv(10)(pl3ql2) — myxckomn kapuoTun,
nepuueHTpuYyecKkasi MHBepCcUsa ¢ Toukamum paspbiea p13 u ql2

rob PobepTcoHOBCKas TpaHcnoKauus, Hanpumep, 45,XX,rob (14921q) —
XeHLUMHa co cbanaHcMpoBaHHON POOEPTCOHOBCKOWU TPpaHCNoOKaumen AfIMHHbIX
nne4y xpomocom 14 n 21

r KonbueBas xpomocoma, Hanpumep 46,XX, r(16) — xeHWwMHa C KONbLEBOMN
Xpomocomon 16

t TpaHcnokauua, Hanpumep 46,XX, t(2;4)(q21;921) — xeHWMHA C peLUNPOKHON
TpaHcnslaHTaumen, BKIoYaroLweun ArIMHHOE NeYo XpOMOCOMbI 2, Ha4YUHas C
cermeHTa 2921, v ANMHHOE NJIeY0 XPOMOCOMbI 4, Ha4YUHasA ¢ cermeHTa 421




Kapnotun (Hopma)
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