ILluroAornueckme OCHOBBI
HACAEACTBEHHOCTH

Nexrus 2



s HacAeACTBEHHOCTB- 3TO CIIOCOOHOCTD »KHUBBIX
CYIIIECTB IIEPEAABATH CBOU IIPU3HAKHI U
OCOOEHHOCTH PA3BUTHA ITOTOMCTBY.

s I3MeHInBOCTE — 9TO pa3HOOOPA3HE IPU3HAKOB
CPEAU IPEACTABUTEAEN AAHHOIO BHAQ ,A4 TAKKE
CBOMCTBO IIOTOMKOB IIPHOOPETATh OTAHYHE OT
POAHTEABCKAX POPM.
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[Tnrommaasmarmgeckas MmeMOpana (06oAaouka) LIITM — s1o ToHKasA CTPyKTypa, KOTOpas
OTAEAAET COAEPKUMOE KAETKA OT OKPYZKAFOIIIEH CPEABL. VIMErOTCA MHOTOUNCAECHHBIE
CKAAAKHU, U3BUAWHEIL, M IIOPBL, YTO ITO3BOAAET PETYAUPOBATDH IIPOXOKACHUE UEPE3 HEE
BEILIECTB.

[luTomaazma — 9TO OpraHUYecKas Macca(IrHaAOIIAA3Ma), PACIIOAOKEHHAA MEKAY
LITIM u 060AOYKOH fAApa. BHyTpr Hee ABUTArOTCA Pa3AHYIHBIE KACTOUYHBIE OPIaHEAABI
U IIPOUCXOAAT OMOXUMIYecKue peakiinu. OpraHeAABl BEIITOAHAIOT B KAECTKE Ty 7K€
POAB, YTO U OPTaHbI B YEAOBEYECKOM TEAC: IIPOU3BOAAT JKU3HEHHO BaKHBIC BEITIECTBA,
T€HEPUPYIOT SHEPIUIO, BEIITOAHAOT (DYHKIIUH ITUITIEBAPEHUA U BEIBEACHUA
OPIraHHUYECKHUX BEIIECTB

MI/ITOXOHApI/II/I — 3TO opr AHEAABI CLIOCOOHBIE OCYILIECTBAATD MHOTOYMCACHHBIC
XMMHMYCCKHC pCﬂKIII/II/I, HaHpI/IMCP KACTOYHOC ABIXAHIE.

AH30COMBI, «GKEAYAOK» KACTKH, OOPA3YIOTCA U3 IY3BIPHKOB KOMIIAECKCA ['oAbAKI: OHI
COAEPZKAT IHUIIIEBAPUTEABHEIE (DEPMEHTBI, KOTOPBIE ITO3BOAAIOT UM IIEPEBAPUBATE
ITHUIITY, IIOCTYHAFOIIYIO B MUTOIAa3My. VIX BHYTpeHHAA 9aCTh, MAU MHKYC, BEICTAAHA
TOACTBIM CAOEM IIOAUCAXAPUAOB, KOTOPBIE IIPEIIATCTBYIOT TOMY, YTOOBI 9TH
depMeHTHI pa3pyIINAN COOCTBEHHBIN KACTOYHBIN MATEPUAA.

DHAOIAA3MATHIECKAA CETh CBA3BIBAET BOCAHHO BCE YACTH KAETKHU , PACIIOAOTAACH
BOKPYT AApA.

PubocoMbl HAXOAATCA Kak B IIUTOIIAA3ME KACTKH, TaK U B ee Aape. PyHKInA
3aKAIOYAETCA B CHHTE3€ OEAKOB.

HApO, ABAACTCA €€ OCHOBHBIM KOMIIOHCHTOM, TaK KaK 93TO OpFaHI/ISM, YHpaBAHIOHIHfI
Cl)YHKIII/IHMI/I KACTKH, 1 HOCHUTCADb HACACACTBCHHBIX HpI/ISHaKOB



BUuABI HACAEACTBEHHOCTMH:

s  XPOMOCOMHAaA
AAEPHAS)-
OOyCAOBAECHA
reHAMU
AOKAAU3OBAHHBIM
1 B XpPOMOCOME

[ImTommaasmoTmmaeckas
(BHEAAEPHAS)-rnacaeaoBanume
IIPU3HAKOB Y€pe3 MUTOMAAZMY KACTOK:
OPIraHEAABI (MUTOXOHAPHH, ITAACTHABI)
nmerormux coocrsernyro AHK, a
CAEAOBATEABHO U COOCTBEHHBIE I'€HEI.

-VlctuaHasn

-ANoxnas (B LIIT HaxoasTCH
MHOPOAHBIE BKAIOYCHUS, TAKIE KAK
BHPYCHL, OAKTEPHUH ,9TO BEACT K
M3MEHEHHIO JKI3HEACITEABHOCTH
KACTKH F PA3BUTHIO OIIPEACACHHBIX
IIPU3HAKOB.



N3MeH4YnBOCTb

HeHacn eaACTBeHHad Hacn eaCcTBeHHan

He nepenaérca no [lepenaétca no
HacnencTey HACNELCTBY
1.BO3HUKaET noj BNUAHNEM I\/IyTaLl,I/I— KoMOWH-
YCMOBUWN OKpyXatolen cpeibl. | quuaq ATUBHAS
2. NpoABNAETCA MNOCTEMNEHHO VY

MHOrMx ocoben B rpynne, T.e.

MacCoBO.
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s XpOMACOMa —TAABHBIM OPTraHOUA KAETKH,
AOKAAM30BaHA B AAPE U OTBEYAFOIIad 32
IIepeAavdy HACAEACTBEHHON MH(POPMAITHL.

s (CBoe HazpaHme moAy4InAa oT rped. «XPOMy,
gro o3HagaeT LIBET, 1.e. xpoMocomsr
MHTEHCUBHO IIOTAOINAOT KpacuTeAd. MOKHO
BHAETH XPOMOCOMBI ITOA MIKPOCKOIIOM TOABKO
BO BpeMsA ACACHHA KAETOK (MeTodase).



m JIAPO KAETKH IpeTepIieBacT pa3AnIHbBIE U3MEHEHU,
KOI'AQ KAETKA HAYHHAET ACAUTBCA: NCIE3AFOT OOOAOYKA
U SAPBIIIKA; B 9TO BPEMsA XPOMATHH CTAHOBHUTCA DOAEE
ITAOTHBIM, OOpa3ys B UTOT€ TOACTBIE HUTH —
XPOMOCOMBL. XPOMOCOMA COCTOUT U3 ABYX IIOAOBUH —
XPOMATHA, COEATHEHHBIX B MECTE CY/KCHHUSA
(LmeHTpOMETD).

s B Ka}KAOﬁ KAETKE HAIIIEIO TeAd mMeeTcsd 23 Hapr
XPOMOCOM

= BAOAB KaKAOU XPOMOCOMEI PACIIOAATAFOTCA I'CHBI,
OTBETCTBEHHBIE 32 HACAEACTBEHHOCTD, IIEPEAATY
I'€HHBIX IIPA3HAKOB OT POAUTEAEU K AcTAM. kIMeHHO
OHH OIIPEAEAAIOT IIBET I'Aa3, KOXKH, POPMY HOCA U T. A.



MOPDOOJIOI'TNMHECKUWE THUIILI
XPOMOCOM

* menoyeHmpuueckue (IaJiouKOBHHbIE XpPOMOCOMBI C
LIEeHTpOMEPOU, pacrio/IO>KeHHOW Ha INpoOKCUMa/ibHOM
KOHIIe);

* axkpoyeHmpuueckue (IajIoOuKOBHU/IHbIE XPOMOCOMBI C
OUeHb KOPOTKMUM, INMOUYTU He3aMeTHbIM BTOPbIM
I/Ie4OM);

* cybomemayeHmpuuyeckue (C riedaMu HepaBHOM [JIUHBI,
HartoMmuHarolue rno popme Oykny L.);

* memayeHmpuueckue (V-obpa3sHble XpOMOCOMBI,
obJstazaroiijye rnJjiedaMum paBHOM JJIMHBI).
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s B comartmueckux KAeTKax BCEX OPraHU3MOB COACPKUATCH
ABOMHOU NAY AUTIAOUAHBIN HA00P XPOMOCOM

m | lOAOBBIE UMEIOT OAHHaprHZ UAU TAIIAOUAHBIN Ha60p_
M OAHHaprHZ Ha6op XPOMOCOM Ha3BIBAETCS —

s [loAaupma Ha6op XPOMOCOM COMATHUYECKOMN KACTKHU.
CoOcTBEeHHBIN AQHHOMY BHUAY OPTraHA3MOB Ha3bIBAETCHA

B xapmortume 3aaoxkeHa reHeTHYIeCKas I/IHcpopMaL[I/IH ocoou,
M3MEHEHUA KOTOPOI BAEKYT 32 CcOOOH U3MEHEHUE IIPU3HAKOB 1
(byHKL{HfI OPraHHU3MA.

M@AI/IHI/IHCKH.H IMUTOICHECTHKA — U3YVICHIC KapI/IOTI/IHa YCAOBCKA B
HOpM€ " ITATOAOI'TN.



B ocHoBe pocra u AudpdpepeHINPOBKH OPraHOB U TKAHEMN
A€XKUT PA3MHO’XKEHHE KAETOK ITyTEM UX ACACHUA.

s« AEAEHUE COMATUYECKOM KAETKU —

= AEAEHHME ITOAOBBIX KAETOK ( ramer)-



MUTO3 MaTepuHcKasn KneTka MENO3

Yasoenue Yasoenue yncna
INCHS XpoMOCoM
XpoMocom
:
Ynopanovexue 06MmeH reHeTHYECKUM
YABOEHHbIX XPOMOCOM Mmarepuanom
.
; Ynopapouenue
PacxompaeHue COOTBETCTBYIOLMX NAp
XPOMOCOM YABOEHHBIX XPOMOCOM
)
‘ Pacxoxpenue
YABO@HHbIX Nap
Knetka penurca
Ha ABe YacTu

$
O6pasosanue asyx
HOBbIX KNETOK, KaXaan
umeer 46 xpomocom
b

MoBTopHoe aenexnue

KNeToK
Kaxpan HoBaA Knevka
MMeeT NonHbii Habop
13 46 Xxpomocom 06pasosanue yeTbipex
HOBbIX KNETOK, KaXKaan

MmeeT 23 XpoMocombl



s XPOMOCOMHBIE OOAE3HH- 3TO OOABIITAS TPYIIITA
KAMHUYECKUX COCTOHUU , XAaPAKTEPU3YEMBIX
MHOKECTBEHHBIMHU BPOKAECHHBIMU ITOPOKAMH
pPa3sBUATUA, IPUYNHA KOTOPBIX CBA3AHA C
KOAMYECTBEHHBIMU UAU CTPYKTYPHBIMHI

N3IMCHCHUAMIN KapI/IOTI/IHa.



OcHOBHBIE TUIIBI XPOMOCOMHBIX AHOMAANI

2 rpynmnsl:

= BrsBammrle m3aMeHEHHEM YHICA2 XPOMOCOM ,IIPH
COXPaHEHHUU CTPYKTYPbI(TCHOMHEIE MYTAITHH)

s  BosHmKaroT BcaeACTBHE HEPACXOKACHUA HAU
VTPATEL XPOMOCOM B I'AMETOI'CHE3E MAHU Ha
PAHHUX CTAAHAX SMOPHUOIMHESA.

V ueAoBeKka 3 THITA TEHETUYECKOM MYTaIlHIi:
1. Terpamaoumansa (4n=92)

2. Tpunsouans (3n=69)
3.  Ambeynaoumams (o oraeabHOM XC)-ocHOBHAA

Macca XPOMOCOMHEBIX OOAE3HE:

Berpewarorcs:

-roaucoMuu 110 moAoBbIM XC (Tpu-terpa-,
IIEHTOCOMUU

- “TPUCOMUH II0 AyTOCOMAaM

-MoHOCcomuu (MoHocomun X)- [Ileprresckoro-
Tepuepa

Tak ke OHI MOI'YT OBITB:

-IIOAHBIE

-9aCTUYHBIE( MO3AUYHEIC)

[ToAHBIE TPHCOMUH BCTPEYAIOTCS IO TEM ayTOCOMAM
,KOTOpPBIE OOTATHI TETEPOXPOMATHHOM :

8.9,13,14,18,21,22 X

= BrzBannwie mamenenunem
CTPYKTYPBI XPOMOCOMEI
(XpOMOCOMHBIE MyTAITUN)- T.€.
CTPYKTYPHBIEC IIEPECTPOUKH.

B ocroBHOM 5111 CTPYKTYpPHBIC
XPOMOCOMHBIC MYTAaITHU IICPCAATOT
OAUH M3 pOAHTCACfI B KapHOTHIIC
KOTOPOTO IIPUCYTCTBYIOT
XpOMOCOMHaAsA HCpCCTpOfIKa.

K pum otHOCHTCA :
#  Tparcaoxamus
#  Aeaerusa
@  AyOAmKarmA
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CHELIPON 91 BAP [EA

HonyasnaoaHasg 9acToTra 1:5000-

1:7000 HOBOPO:RACHHBIX.

s KRapuorumn: 47,XX,
+18 mom 47.XY, +18.

Karyotype from a female with Edwards syndrome (47 XX +18)
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CHHIpoM
LIlepenieBCROLO-
licpHepa

Yacrora caaapoma 1:3000-3500
HOBOPO:RI€HHBIX 1€BOYEK.

m Kapuorum45.X. B kiIeTkax
HEeT [IbIOOK IO010BOT0
XpOMATHHA.
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NENEUNS

-0T J1aT. deletio —
YHAUTOXKeHH e —
XpOMOCOMHast abepparus
(mepecTpoiikKa), pu KOTOPOU
[TPOUCXOUT TI0TePs yUyacTKa
XPOMOCOMBI.




TpaHCAOKaLUKUA

* B3anmHbI 0BOMEH KOHUEBbIMU YHaCTKamm
MEXAY HErOMONOTUYHBIMU XPOCOMAMMU.

o TpaHcnokaumm

Xpomocoma 20

g o

y

Xpomocoma 4

Mocne TpaHcnokaumm

MepecTpoeHHan
xpomocoma 20

MepecTpoeHHan
Xpomocoma 4



TYTUTAKALIAA

gKcTa

5 Ot nar. duplicatio —

- . YABOEHUE — CTPYKTypHaAd

::::b"X[)OMOCOMHaSI MYy Tallusl,
3aK/TFOUArOII[ascsa B

yABOEHUU yuaCTKa

XPOMOCOMEL.
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