XpPOMOCOMHbBIEe
bone3Hu




Xpomocoma

* 3TO WHTEHCUBHO OKpaALUEHHOE TenbLUE,
obLas ganuHa monekynbl HK B Xxpomocome
yenoBeka  (cpegHen no  pasmMepam)
OOCTUraeT npumepHo 4 cmMm, a cymmapHas
OMHA  9TUX  MOJIEKYyn B KNETKe C
aunnonaHbiM (4BOMHBLIM) HADOPOM — OKOJSIO
180 cm. bnarogapa cnupanusauunn OHK w
ynakoeke  Oenkamum  Monekyna  IOHK
ykopadmsaetca npumepHo B 5000 pas.



XPpOMOCOMHBIV HAabop Yy YenoBeKa NMPUHATO
pas3gensaTb Ha CeMb rpynmn:

A (1, 2, 3 napbl XpOMOCOM),
* B (4, 5 nap),
C

(6,7, 8,9, 10, 11, 12 nap, a xpomocoma X ro
pasmMmepy cxogHa ¢ XpomocomMamun 6 n 7),

(13, 14, 15),
(16, 17, 18),
(19, 20),

(21, 22 napbl XpOMOCOM U Y-XpomMocoma)




B 3aBUCMMOCTU OT pacnosfioXXeHUs
LEHTPOMEpPbI XPOMOCOMbI ObIBAIOT:

1) METALIEHTPUNYECKME — LIEHTPOMEpPA PacnoroXeHa no
cepeauviHe 1 nreyYn NpMMepHO paBHOWM ONUHbI;

« 2) cybmeTaueHTpuyeckne — LeHTpomMepa
CMELLEHa OT cepeanHbl XPOMOCOMbI U
OLHO Mfe4Y0 HECKONbKO KOpoYe OpYroro;

« 3) aKpoLIeHTpMYecKne — LieHTpoMepa
pacnonoXxeHa Brnmn3ko K KOHLYY XpOMOCOMbI 1 OAHO
Nf1€40 3HAYMUTESIbHO KOPOYe ApYroro.




[lpaBnna XxpomMocom

1. MNpaBnno NOCTOAHCTBA YMCIIa XPOMOCOM — COMaTUYECKUE KIETKM
OopraHu3ma KaXkgoro BMaa MMeKT CTPOro onpeaesieHHoe YNCNo XPOMOCOM
(y yenoBeka 46, y Kowkn — 38, y Mywkn aposodunbl — 8, y nowagnHom
ackapuabl — 2, y cobakm — 78, y Kypuubl — 78).

2. [NpaBnno napHOCTM XPOMOCOM — KaxJasi XpOMOCOMa B COMaATUYECKUX
KNneTkax ¢ AMnionaHbiM HabopoOM MMEET TaKyHo e roOMONOrnMYHYH
(OOMHaKOBYH) XPOMOCOMY, MAEHTUYHYIO NO pa3mepam, opme, HO He
OLOWHAKOBYHO MO NMPOUCXOXOAEHUIO: OOHY — OT oTua, APYryro — OT Matepu.

3. MNpaBuno nHomBuayanbHOCTU XPOMOCOM — Kaxkdas napa XpoMoCcoMm
OTNnyaeTca OT Apyron napbl pasmepamm, QOPMON, KOTopas 3aBUCUT OT
PAacCroNIOXKEHUA LLEHTPOMEPDI, YepeaoBaHUEM CBETSIbIX N TEMHbIX MOJIOC,
KOTOpPblE BbISBNAKOTCA Npy anddepeHumnansHON okpacke.

4. lNpaBuno HenpepbIBHOCTY -- Nepen geneHnem knetkn AHK yaBaveatoTcs
N K KaXOOoW N3 ABYX UCXOOHbIX HATEN OOCTPanMBatOTCA NO NPUHLINNY
komnriemeHTapHocTn HoBble HUTK [JHK, B pe3ynbraTte obpasytoTca ase
moriekynbl JHK, 13 KoTopbix nosyyartoTcs ABe CECTPUHCKUE XpoMaTuapbl.
[Mocne geneHnsa B JovepHUE KeTku nonagaeT no ogHoM XpomMartuae, Takum
0b6pa3omM, XpOMOCOMbI HEMPEPBLIBHLI: XPOMOCOMa OT XPOMOCOMHbI.



MaTtepuan gna uMToreHeTU4YeCKOro aHanusa

» KpoBb (11ienkounThl)
* KOCTHbIN MO3r

* DbpobnacTbl KOXun
e AMHUOUUTDI

* [lynoB1MHHaA KpPOBb



WOUWOINPAMMA



Kapunonornyeckmu aHanus
(Fish-meTopn)
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XPOMOCOMHbIE DOMNE3HN

MOryT ObITb OOYCNOBMEHbI KONNYECTBEHHLIMU

daHOMaJimaAMmmn XxpoMoCom - reHoMHbIE MYTALINWU

(Tpmcomus, MOHOCOMUSA, TpUNIoNana 1 T.4.)

a TaKkKe CTPYKTYPHbIMM aHOMannsAMn XpoOMOCOM -

XPOMOCOMHbIE abeppaLmm

(meneumns, TpaHcnokauusa, UHBepcust N T.4.)



Teopun BO3HUKHOBEHUS KITMHNYECKUX
NPOSIBIIEHNUN XPOMOCOMHbIX OOne3Hen

* Teopuna cneundPn4eckoro eHoTuna — NoYTu
Npu KaXxgon XpoOMOCOMHOW NaToNormm
MMeEITCH creundunyeckne ocobeHHOCTH

* HapyLueHne banaHca XpoMOCOMHOro
mMaTtepuana (CHUWKEHME XNU3HECNOCOOHOCTH,
MMMYHUTETA, OHKONorndeckne 3aboneBaHms)



KnnHmnyeckne cMHOPOMbI XapaKkTepHble AMS
XPOMOCOMHbIX Bone3Hen

* Cneundonyecknm doeHoTuUn

« Bpoxxa€HHble NOPOKK pa3BUTUSA (YaLle
MBI1P)

* OTAroWwEHHbIN aKyLLEePCKUN N CEMEUHBIN
aHaMHe3

« CHM)XKeHne HTenneKkTa 1 ncuxonorndyeckme
OCODOEeHHOCTU

* [lpnu3sHakm HegopasBUTUSA Noaa



XPOMOCOMHbIE 6OSIE3HMN C UBMEHEHUEM

4ymcria XpoMOCOM

TpucoMuu Mo ayrocomam:

* 110 3-U XpPOMOCOME

* 110 9-1 XpOMOCOME

¢ 110

¢ 110

¢ 11O

13- xpomocome — cunapom llaray.

14-1 xpoMocoMe

1 8-1 XpOMOCOME — CHHIAPOM IDJABAPJICA;

* 110 21-11 XpoMocoMe — CUHIPOM JlayHa

* 110 22-1 XpOMOCOME



bonesHb [ayHa (47,XX,+21)
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XPOMOCOMHBIE MEPECTPOUKN

) perte

néotélomere
»

cassure -

a) Délétion terminale

Exemple : del(4)(p15.3)

perte

—-»>
recollement
& perte

b) Anneau

Exemple : r(X)(p22.2q26)

perte

?i

Division transversale du centromere
d) Isochromosome monocentrique
Exemple :i(X)(q10)

recollement

Délétion intercalaire

Exemple : del(7)(q31.1q32)

¥

recollement
c) Inversion péricentrique

Exemple : inv(X)(p22.2926)

recollement
Isochromosome dicentrique
Exemple : idic(X)(p11)

recollement
e) Duplication en tandem
Exemple : dup(7)(g21q31)

perte

LA\
= E~>

recollement

g) Translocation robertsonienne
Exemple :rob(13;14)(q10;q10)

perte néotélomére

|

f) Duplication terminale en miroir
Exemple : inv dup(8)(p23p21)

X

h) Translocation réciproque
Exemple : t(6;18)(p24;921.2)

recollement

recollement

recollement

i) Insertion inversée

Fig. 8-3a. Principaux mécanismes d'apparition des anomalies de structure. o
Exemple : inv ins(8;7)(p23.2;p21p14)




CuHapom [Npagepa-Bunnu

° ManeHbKMM u ocnabrieHHbIn pebeHoK
npu poOXAeHuUn, pe3Koe YCUuneHue
annetuta B 2-3 roga, YyMCTBEHHasi
OTCTaNIoCTb, MbIlLeYHasAs TUMOTOHMSA,
OXWUpeHue, rUnoroHaausM, HU3KUN
pocT, aKpoOMUKpuUA -
HenponopuMoHanbLHO KOpPOTKMe
AVUCTalrbHble Y4aCTKU KOHEYHOCTEU

e 75-80 % cnyyaeB cBfizaHbl C
Mukpoaeneuven 15q11-q13 oruoBckom
XPOMOCOMBI

e 20-25% cny4yaeB cBfsi3aHbl C OAHO
poanTesNibCKOW ancommen no
xpomocome 15 (MaTepuHCKON)

 KaHAMAATHbIA FeH UMMPUHTUPOBAH Ha
MaTepPUHCKOMN XpOMOCOMe



CunHOpoM JHrenbmaHa
NN «CHACTNUBOW KYKIbI»

Kocornasue
*CrnoHoTeYeHnEe
*CTepeoTuUnHble Urpbl
IMmnynbCcMBHOE NoBeaeHne

*Manasi noTpebHOCTbL B CHe

[MNepakTUBHOCTb

CTpemrieHne K counarbHbIM
KOHTaKTam

HeT nepuona gerpagaumu

[lo ropa
peako

ANarHoCTUpyeTcs

[ Mnonnasug
nuua

CpedHen TpeTu

[1poreHus
MakpocTtomus
*Hepnopas3BuTtrne peyn

‘HacTble NPOAOJTKUTESIbHbIE
MPUNCTYIMNbl CMEeXa

«XapakTepHas artakTun4yeckas
nognpbirmearoLlaga noxoaka



CunHOpOM OHrenbmaHa




Velo-cardio-facial syndrome (CATCH)

HNeneuna 22911.2
» C - KapananbHble nopokn - 84 %
A —aHomanuu nuua - 100 %
* T — TMyC rmnonnasugd
* C — pacuwenunHa HeBa 50-90 %

* H — runokansuemua 51 %



* B AnoHnn yactota CATCH cnHgpoma
1:4000-5000 >knBopoXKAEHHDbIX (Yagi H, 2003)

 YacToTta cnHapoma B Poccum Hen3BeCTHa

* BepoAaTHble NPUYUNHBI.

- HegocTaTtodHasd MHPOPMUPOBAHHOCTb
cneunanuncToB

- HE UCIMNOJ1b30BaAHUE KITMHNKO-
re[Healriormn4eCKkoro MeTtoaa

— onucanue cdeHoTuna npobdaHaa,
— OCMOTpP POACTBEHHWUKOB,
— COCTaBNneHMe poaoCcnoBHOM



ITAlMNblI POPMUPOBAHUA MNMOIJIA HEJTOBEKA

NMATOJIOI'NA
|. XpOMOCOMHbIN MOJT XpOMOCOMHbIE H6onesHu
46, XX — XeHLWwunHa 45, X 47, XXX
46, XY — MyX4nHa 47, XXY 47, XYY
[l. ToHaaHbIN Non
HY aHTureH
[lepBu4yHaga roHaga
MO3roBOW CNon TECTUKYN AreHesunsa roHa,
KOPKOBBLIN CITON  SAIMYHUKU aun3reHes3unst roHan
[ll. TopMOHarnbHbIM non
HapyLieHune cuHTe3a, AOpeHo-reHuTanbHbI CUHOPOM
TpaHcnopTa, peuenuunmn C-M TeCTUKynapHON dbeMUHM3aALNN
NOMNOBbLIX FOPMOHOB
[OHagOTPONUHBI Hagno4ye4yHuk [NlonoBble xeneasbl

I\VV. Mopdoosnornyeckum nors
HapyLweHna mopdoonorum nona

V. NacnopTHbIN non

VI. CoumanbHbIn Non
Bocnpuatue nona ApepHbln TpaHccekcyannam
Belibop cekcyanbHOro naptTHepa



Tpucomuna No NOfIoBbLIM XPOMOCOMaM:

o 47 XXY — cuHapom KnanHdensrepa (MoXeT ObITh
48, XXXY, 48,XXYY u [gpyrme M3MeHeHud 4ucna
XPOMOCOM).

¢ 47 XXX
* 47 XYY

MoHocoMMA NO NOSIOBbIM XpoMOCOMam.

45 X — cnHagpom Wepewiesckoro—TepHepa.



[ IpuMeHeHne Kapmnonorm4yeckoro
aHanuaa

» [lnarHocTnka XpoMOCOMHbIX 3ab0fieBaHUN

« OHKONOrn4yeckme u
OHKOremaTtosnormn4yeckme sadbonesaHus

* HecTtabnnbHOCTb XPOMOCOM
* MapkepHble XpOMOCOMBbI

* Mapkepbl pagmnaLnoHHbIX BO3OENCTBUI



bnarogapto 3a BHUMaHue



