METOAbI
N3YYEHUS
HACNEACTBEHHOC
TW YENOBEKA.
KNACCUDUKALINA
MYTALIWHA.




HacnepncrtBeHHble Oone3Hu — 310 3aborieBaHnsi, BOSHUKHOBEHME U
Pa3BUTUE KOTOPbIX CBA3AHO C NUBMEHEHUSAMU (MYyTaLUAMMN)
reHeTn4yeckoro matepuana Knetkn. Ot HacneacTBEHHbIX
3aboneBaHun crieayeT oTnn4aTh BpOXaeHHbIE 3aboneBaHns,
KOTOpble 00yCcnoBfieHbl BHYTPUYTPOOHbLIMUY NOBPEXAEHNSAMU,
BbI3BaHHbIMUW, HANpUMep, MHAEKLNEN NN BO3OENCTBUEM OPYINX
doakTOpOB Ha Nno BO BpeMsa bepeMEHHOCTMW.

Taknm o6pa30M, reHetTn4yeckKkoe TteCctmpoBaHve aet orBeT Ha ABa
rMmaBHbIX BOMNMPOCaA.

m 1. BpoxxgeHHasa nnu HacneacTBeHHas NpMpoaa BbiABSAEMbIX
NOPOKOB Pa3BUTUSA?

m 2. Ha kakom ypoBHe npounsoLuna nosioMka/HapyLieHme?

Ha gaHHbIN MOMEHT, Mbl OCTAHOBUMCAHA TOJIbKO Ha
LLUTOreHeTU4YeCKou ANarHoctTumke, uJiin ANarHOCTuKe Ha ypoBHe

XPOMOCOM.



KopoTkoe

wiedo {p)
Kopotkoe
CITyTHUK rie4o
“‘\ [leHTpOMEepa
Inustoe
TJieud
ILTHHHOE
wedo {q) aKpo- cyOMmera- METa-

UEHTPUYECKAS  eyrTpuycckas LIEHTPHYeCKas

Puc. 111.1. Cxemaruge-  Puc. L11.2. 3appcumocrs (hopMbl XpOMOCOM OT NTQTO-
CKOE U300PAKEHUE XPO- KCHUA LUCHTPOMEPH!
MOCOMBI

XpoMOCOMbI — 3TO CTPYKTYpPLI B ape KNeTkn, coctoswme na [JHK n 6enka, Kotopble COXpaHSHoT,
peanusyoT 1 nepenarT HacneacTBEHHYO MHPOPMaLUMIO criefyrowemMy NoKOSIEHUIO.
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Tenomepbl —
KOHLIEBbIE
Yy4aCTKM XPOMOCO
M. TenomMepHble
y4YacTKu
XPOMOCOM
XapaKkTepusyrTcs
OTCYTCTBMEM
CNOCODOHOCTU K
COEVHEHWUIO C
apyrumm
XpomMocomMamu
NN NX
doparmeHTamm u
BbIMNOSTHSAOT
3aLUUTHYIO
DHOVHKITNO



[lnarHocTmka XpoMOCOMHbIX aHOMarnn

m [lnarHocTtmnka XxpoMOCOMHbIX aHOMarnmm NpoBoOANTCA
C UCMONb30BaHNEM LIUTOFrEHETUYECKMX METOOOB, KOTOPbIE
BKI1HOYAIOT B ce0S1 KYNBTUBNPOBAHUE C LIENbIO NOMy4YeHUs
MeTadasHbIX KIEeTOK ¢ nocneayrwmm NnpuMeHeHNeEM
andpepeHUnanbHOro okpaLinBaHUa XpoMoCoM Mo AfINHE

1 UccrnegoBaHMEM KapuoTumna ¢ MOMOLLbIO CBETOBOTO
MUKpOCKoNa.

Hanbonee pacnpocTpaHeHHbIM METOA0M

andchepeHUunanbLHOro okpalumBaHmMsa xpomocom saBnsaetca G-
OKpaluuBaHue.

CyLLECTBYIOT TaKKe U METObl, KOTOPbIE OKPAaLLUNBAIOT
onpeneneHHble y4aCTK1 XpOMOCOM (Hanpmwlep, C- -OKpaLLVBaHKe,




1. DnyopecueHTHaaA rubpugunsaums in situ
(FISH)

m OTO OOWH U3 CaMblX COBPEMEHHbLIX METOA0B
OVNarHoOCTUKN XPOMOCOMHbIX aHoManun. OH
OCHOBaH Ha ucnosnb3oBaHun HK-npob,
MeYeHHbIX JlyopeCcLUEeHTHON METKOMW.

m [HK-npobbl npeacrasnsitoT cobon
cneunanbHO CUHTE3UPOBAHHbLIE PparMeHThI
[NHK, nocnegoBaTtenbHOCTb KOTOPbIX
KoMnnemMeHTapHa nocnegoBatenbHocTn [JHK
nccrieayemMbix abeppaHTHbIX XPOMOCOM.

m Takum obpasom, AHK-npobbl pasnuyatoTcs
No COCTaBYy: ANs onpeaeneHnst pasHblX
XPOMOCOMHbIX aHOMasMn UCMOJSb3YTCS
pa3Hble, cneunduydeckmne OHK-npobbl. HK-
Npo6bl TaKXKe pasnnyatoTcs No pa3Mepy: O4HU
MOrYyT ObITb HaNpaBrieHbl K LLENOW
XPOMOCOME, APYrme — K KOHKPETHOMY JTOKYCY.




2. MpoTo4yHas uMToMeTpuUA

MeToa npOoTOYHOU
LIUTOMETPUN UCMNONb3YETCH
0151 COPTUPOBKU XPOMOCOM
YyenoBeka N n3yyeHus
OTAENbHbIX NONYyNALNN
KNEeToK B nNpenapare,
COCTOSILLEM U3 KITETOK
pasHbIX TUMNoB. OH
npeanosiaraet
NCMosfib30BaHne
donyopecuUeHTHOro
Kpacutens ons
cneungmnyeckon MapKUpOoOBKHA
NHTEepecytoLlen nonynsaumm
KIETOK.

bnok obpaboTku
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AetexkTop GokoBoro
cBeTopaccesHuUN




3. KapnotunupoBaHue

(A)
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3onnpoBaHme oTaeNbHbIX XPOMOCOM C MOMOLLIbIO MPOTOYHOM LIUTOMETPUN, a TAKKE 3HAHUE
nocregoBaTenibHOCTM reHoOMa YerioBeka No3Bonunm paspabotaTb 24-LBeTHble NpPobbl Ans

0003Ha4YeHUs KaXKaom XpOMOCOMbI YernoBeka OTAeNbHbIM LIBETOM.




OnAa KNMHUYECKOWU LIUTOreHeTUKU MMeroT 3HaYeHue:

E a) NOCTHaTaNbHOEe KapuMoTUnMpoBaHue — onpeaeneHne kKapnotuna
naumeHTa B numdountax nepudepnyeckon KpoBu;

m 0) npeHaTanbHOEe KapnoTUNMpoBaHUe — NccriegoBaHne XpoMOCOM
nnoaa, KoOTopoe NPOBOAUTCS MO KIIeTKaM OKONOMNogHbIX 000no4vek
(XopnoH/nnaueHTa), OKONMonnoaHbIM Bogam U B bonee Nno3gHne CPoKu —
No NyrnoBMHHOW KPOBW Nrioga.

BHeLllHMX BUO XpPOMOCOM CYLLIECTBEHHO MEHSAETCS B TEYEHUNE KINETOYHOIO
LMKNa: B Te4eHne nHTepdasbl XpOMOCOMbI fToOKanun3oBaHbl B S4pe, Kak
npaBuIo, gecnmpann3oBaHbl N TPYOHOOOCTYMNHbI AN HabnogeHus,
No3TOMY ANs onpeaeneHns KapuoTmna UCnonb3yTCA KINEeTKU B O4HON N3
cTaaun ux geneHna — metadgase mnutosa. MiccnegosaHue kapuotuna
NpoBOOAT METOAOM CBETOBOU MUKPOCKOMUMN C LIENbIo BbIABIIEHUS
naTosiormm Xpomocom. Halle Bcero ato nccnenoBaHne NpoBOOAT Y AETEN
Ons BblaBNeHUa 3aboreBaHnn, 00yCnoBEHHbIX HAPYLUEHNAMMN B
XpOMOCOMax 1y Cynpyros rnpu decnnogumn, nnn npuBbIMHOM
HeBblHaLLMBaHNUN DEPEMEHHOCTMW.




B OCHOBHOM XpOMOCOMHbIE CUHAPOMbI XapakTEPU3YOTCA HAaNNYUEM
y NaLlneHTa:

m a) pasnnU4HbIX HEPBHO-NCUXNYECKUX PACCTPONCTB;

m 0) MHOXECTBEHHbIX BPOXAEHHbIX NOpOoKoB pa3sutua (MBI1P)
CUCTEM M OpraHoB, HapPYLUEHMSA NONOBOro PasBUTUS;

m B) PasfnyHbIX CTUIM gncambpuoreHesa (He3Ha4YnTErNbHbIE
aHaTOMUYeCKUE OTKITOHEHUS);

m ) OTCTaBaHMA B POCTE N pa3BUTUN (MpeHaTanbHoOe nnu
NnocCTHaTarnbHoe).

XpOMOCOMHbIE CUHAOPOMBbI — 3TO OYEHb TSXKerble 3aboneBaHuns,
KOTOpbIE, KaK rnpaBuIio, He NogaatoTcs TepaneBTUYECKON KOPPEKLNN.
A naumeHTbl C TakKuMu 3adoneBaHNaAMU ABASAIOTCH MHBaNMaamMu.
[To3TOMY O4YEHb BaXXHO, YTOObLI AMArHOCTUKa 3TnX boriesHemn
NpPOBOANIAaCb CBOEBPEMEHHO, @ FEHETUYECKOE TECTUPOBAHNE
BbIMOMHATb B COOTBETCTBUN C MUPOBLIMW CTaHJapTaMM.




I Mpoueaypa onpeaeneHus KapmoTuna

1-2 MN BEHO3HOR KPOBW
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[ HnoToHK3aUKA
CONeBbIM
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onpegeneHns YenoBe4YeCKoro Kapu
OTMNa UCNosnb3yHoT, Kak

npasuno, NIMMgounTbl nepmnudepunye
CKOW KPOBW, Nepexon KOTopbIX OT
ctaaum nokos GO k nponudepauunmn
(Oenenmnto) NpoBOLIMPYIOT
nobasrneHnem

MUTOreHa putoremarrntoTUHuHa.

[locne dpukcauum npenapaThbl
MeTadasHbIX XPOMOCOM
OKpaLuMBarT N poTorpadoupyoT; 13
MUKpodpoTorpadun opMUPYHOT Tak
Ha3blBaeMbIN cucmemamu3upo8aHH
bIU Kapuomuri.



Knaccudoukauma mytaumm

[lepBbIN TN KNaccuukaumm

m [lo MmyTupoBaBLUUM KNeTKaM MyTaLum MOryT OblITb coMamu4eckue (Hanpumep,
pa3HbIv LBET rnas y 0gHOro YernoBeka) U 2eHepamueHble (M raMeTnveckue).

BTopou Tnn Knaccugpukaumm

m [lo ncxoany (3Ha‘-IEHI/II-O) And opraHnM3mMa BblAeNAaA 0T MyTaunn nosioxXumeJibHblie,
Heﬁmpaanble uompuuyameJibHble.

TpeTun TN Knaccudukaumm

m [lo nameHeHuro peHoTUNA MyTaunu ObiBalOT Mopghosio2udeckue (Harnpumep,
YMEHbLLEHHbIE rna3Hble 900K, LWeCTb NarnbLEB Ha pyKke) n buoxumMu4yeckue
(Hanpumep, anboUHW3M, remodoununs).

YeTBepTbIY TUN KNaccudpunkaummn

m [lo nameHeHuto reHoTuNa BblAENSAIOT MyTaunun eeHOMHbIe, XPOMOCOMHbIe U
ScC@HHbIe.
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1.'eHOMHBbIe MyTauuu - 370
N3MEHEHNE YMCia XPOMOCOM
noa JeUCTBMEM (PaKTOpPOB
cpeabl.

m [annoudus - Habop xpomocom 1n. B npupoae oHa
BCTpeYaeTca y TpyTHEN (caMuoB) nyen.
XKn3HecnocobHOCTb TakMX OPraHM3MOB CHMKEHA, TaK Kak
Y HUX NPOSIBIIAIOTCS BCE PELECCUBHbBIE EHBbI.

m [lonunnoudus — yBennyeHme rannongHoro Habopa
Xxpomocom (3n, 4n, 5n). MNMonmnnonana ncnonb3yeTcd B
pacteHneBoacTee. OHa NpUBOAUT K MOBbLILLEHUIO
ypoxanHocTu. [Ing yenoeeka rannonana u nonunnonans
9TO NeTanbHble MyTaL .

m AHeyrnnoudus - 3TO UIBMEHEHNE YMCIa XPOMOCOM B
oTAaenbHbIX Napax (2ntl, 2nt2 n tak ganee).



I 2.XpOMOCOMHbIE MyTaLun

MexxxpomMocoMHbIe repecmpouKku
Ha3blearomcs mpaHcriokauuu

VMHeepcusi (ompbi8 yHacmka u e20 rnosopom Ha
1800)

Hexsamka [eneuus (ebinadeHue cpedHe20
y4yacmka)

LeguweHcu (ompbie KOHUe8020 yHacmka) A B
ECDE

Lynnukayus (yd0soeHue y4yacmeka)

TpaHcrokauus (nepeHoc ydacmka Ha
HE20MOI102U4HYH0 XPOMOCOMY)



3. [eHHble MyTaLUK

Puc. 113. JlomMuHaHTHBIE MYTaUHH

y 4eJOBeKa:
a — HXTHO3HC; 6 — CHHRAKTHIHA;
8 — GpaXHAAKTHIAHN;, & — 3aaA4ba ry06a.
(Mo Yoanecy # JloGiaHCKOMY.)

N3MeHeHNS CTPYKTYPHbIX FEHOB.

1. CaBur pamku cymMTbiBaHUSA
NPONCXOOUT B Cny4vae
BblNageHnNsa nnu BCTaBKN O4HOWN,
NN HECKOSTbKNX nap
Hykneotnaos B monekyny OHK.

2. TpaH3numsa — myTauums, npu
KOTOPOW NPOUCXOONT 3aMeHa
NyPUHOBOro OCHOBaHUA Ha
NypUHOBOE NN NUPUMNONHOBOIO
Ha nupnMmuanHosoe (A [ unu
Ll T). Takaga 3ameHa npuBoauT K
N3MEHEHUIO KOOOHOB.

3. TpaHcBepcusi — 3ameHa
MYyPUHOBOIo0 OCHOBaHMA Ha
NMMPUMUONHOBOE UMK
NMMPUMUONHOBOIO Ha NYPUHOBOE
(A—L; —T) - npnBoanT K
N3MEHEHUIO KOOOHOB.



Ponb myTauun B 3BOMKOLIUN
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[1pn cyLieCcTBEHHOM U3MEHEHNU
YCINOBUW CYLLLECTBOBAHUA TE
MyTaLuMKn, KOTOPbIE paHbLUe DbINu
BpeaAHbIMW, MOTYT OKa3aTbCH
nones3HbIMn. Takum obpasom,
MyTaLuun ABMAKOTCA MaTepuarnom
ONs eCTECTBEHHOro oTbopa. Tak,
MYTaHTbI-

MeNaHUCTbI (TEMHOOKpaLLEeHHbIE
ocobun) B nonynaunsx oepesoBom
nageHnLbl B AHIMUK BriepBble ObInu
OOHapy>XeHbl Y4EHbIMU Cpean
TUMUYHbIX CBETINbIX 0CcO0en B
cepeauHe XIX Beka. TemHasi okpacka
BO3HMKAET B pe3ynbrate MmyTaummn




Bce xpomocoMHble 60ne3Hn NPUHATO AennTb Ha ABe rpynnbl: aHoManum Yucna
XPOMOCOM U HapYyLUEHUS1 CTPYKTYPbl XPOMOCOM.

1. AHOManNum Yncna xpomMmocom

Cunapom

Jayna — tpucomus 1o 21
-1 XpoMocome (MIu
HAJIMYME JOIOJTHUTEIIbHBIX
KOIIUH T€HETUYECKOTO
Marepualia 3TOU
XPOMOCOMBI IO JIPYTUM
IIPUYAHAM — 34

CUET TPAHCIIOKAIIMUA WU
OYIUTAKAIAN ).




CuHapom lNaTay —
Tpucomusa no 13-un
XPOMOCOME,
XapakTepusyeTtcs
MHO>ECTBEHHbIMU
NopoKamMu

Pa3BUTUA, UONOTUEWN,
4acTO — MONUAAKTUNUA,
HapyLUEeHUs1 CTPOEHUS
NOMOBbIX OPraHoOB, rMyxoTa;
OONbLUMHCTBO DONbHbIX HE
OOXXMBAKOT 4O OOQHOro roga;




CuHgpom daBapaca — TpUcoMus
no 18-1n xpomocome, HUKHASA
YernCcTb U POTOBOE OTBEPCTUE
ManeHbKue, rnasHble LWenn y3kme u
KOPOTKME, YLLIHbIE PaKOBUHbI
nedopmunposatsbl; 60 % peten
yMUparoT B BO3pacTe Ao 3
MecsLeB, A0 roga A0XKUBAOT NULLIb
10 %, OCHOBHOW NPUYNHON CITYXKUT
OCTaHOBKA AbIXaHMA 1 HapyLUeHNe
paboTbl cepaua.

OCHOBHbIMU ANArHOCTUYECKUMU
npu3Hakamm CMHgpPoOMa ABNAKTCS:
agonuxouedanus, rmnepTenopusm,
HM3KO NOCakeHHble aHOMarbHON
doopMbl yLLIN, MUKPOrHaTUS,
MWUKPOCTOMMUS, CKOLLEHHbIN
noadopoOoK.



bosie3HU, cesi3aHHbIe C HapyuwleHUem
yucirsia nosioebix XpOMOCOM

CuvHapom
KnanHdensrepa —
NONIMCOMMUS MO X-
XpPOMOCOMaM Yy MarbiYnKOB
(47, XXY), npusHaku:
€BHYXOUOHbIN TUM
CITOXEHUS, TMHEKOMACTMUS,
cnabbiv pOCT BOSIOC Ha
nvue, B noAMbILLEYHbIX
BNnagaunHax n Ha Noodke,
NofIoBOY MHQPAHTUMN3M,
becnnogue; yMCTBEHHOE
pa3BUTNE OTCTAET, OQHAKO
NHOIAA NHTENNEKT
HOPMarbHbIW.




HapyLwieHue CTpYKTYpPbl XPOMOCOM

PoOepTcoHOBCKHE TPAHCJIOKALIUHA

= IEeHTpHYEeCKOoe COeJHHEHHSI MeXIy c000ii JINHHBIX IIeY

AKPOUCHTPHIECCKHX XPOMOCOM.

Tax Bo3HHKaeT TPaHCIOKAIMOHHLII CHHAPOM 00.1e3HI
JayHa (TpaHc/ioKanuA JUIIHEH XpoMocombl 21 Ha oaHY U3
xpomocom rpymnnbi D niau G).




