XpPOMOCOMHBIEe
bonesHn




KaK 4yacTo BCTpeYyaeTcH
XPOMOCOMHasa naTonorus?



YacToTa XpOMOCOMHBIX aHOMarnun B pa3HbIX

BblOOpKax
1. Bce HOBOpPOXAOEHHbIE 0,7%
2. HepoHolleHHble 2,5%
3. MepTBOpPOXOEHHLIE U NEPUHATANIBHO YMEpPLUNE 7,2%
4. HoopoxageHHble ¢ BINP 9,5%
5. HepoHoweHHbIe ¢ BI1P 17,4%
6. MepTBOpOXOEHHbIE N NEepUHaTanbHO yMepLUUE C 29,5 %
BIP
7. Elgli)opox(,quHble C rpyObIMN MHOXXECTBEHHLIMU 33,2%

8. CnoHTaHHble abopThl 50%

KysHeuyoea T.B. bapaHoe B.C. CaHkm-llemepbypa



ObpasoBaHune ANLIEKNETOK

Pa3Butue snuekneTok

Cragus
pPa3MHOXEHUA

Pennukauus
(yaBoeHue WHTepdasa
XPOMOCOM)

Craaus KoHblorauus, Mpoda3za |
. kpoccunrosep | Mertadaaza |

co3peBaHus
Pacxoxaenve | AHadasa l
XpPOMOCOM Tenodaza |

Meno3

Mpodpasza Il
Mertacpasa Il
Anadasa

HanpasutenbHble Tenodasza ll
Tenbua

Cragus dopmupoBaHue
dhopmrpoBaHus NonoBbIX
KNeTokK




[lepBoe geneHune

24— epBuYHbIiA 0BOLUT
B honnmkyne

8-10 Hepenb
bepeMeHHOCT
7

3agepxka B npodase
nepBoro AeneHns
[0 NMOMOBOr0 CO3peBaHus

lepBoe genexue Menosa

BTOpW4HbIN 0BOLMT

MeioTu4eckoe
BEPETEHO

lepBoe nonspHoe
Tenble

MaToqHan TENO MaTKiN BOPOHKa
(dannonuera)
Tpyba

Co3speBaHue
ANLIEKIETKN
NPOUCXOAOUT YyXKe
B doannonmeBoun
Tpybe
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Bropoe
HanpaBuTeNbHOE
ANUHWUK

CBA3KA ANYHMKE

WweiKka Marku

3penas anLekeTka
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rlpOLI,OJ'I)KI/ITeJ'IbHOCTb NOJIHOIoO criepMmartoreHe3a y Mmy>xx1mH CoCTtaBJiAdAET

npumepHo 73—75 aHen



TEY3 HCO “T'OCYIAP C'I’B_._EHHLIE HOBOCEBEPQKEﬁ OBJIACTHOH
KIHHHYECKHH THATHOCTHYECKHH NEHTP™
MemsKo-reHeTEIeCKHE oTAen. [[HTONCHeTHIECKAA Ta00OpaTOPHA.

$HO:

Hara poxnesnz: 1983 Tlom: Myxcxon

TipeasapETe smLIl THATEO:

HexmowHTs XpoMOCOMEYIO TATONCTHIO

Heeaexyemull MarepEa:
TmepHEpepHIecKas BEHO3IHAA KPOBb

Jara pzwres matepmana:  14/022014

Hara eeawm zaxmovenss: 28/03/2014

Bpags-nEroremersx: Menemmo A FO.

3amoreme: 46,XY, 1(3;22)(p13;q13)[13] Kapuorsm amomaibHG, chatancuposannbiii. B
KapHOTHIE NPHCYTCTBYET PeNHIPOKHAS TPAHCIOKANHS MedcTy xpoMocomaMu 3 u 22 ¢ Touroil

paspuiea 3(pll) m soccoemnnerns 22(gl3).

Kaprorpaama

SRR ELPR

46,XY,t(3:22)(p13:q13)




MOHOCOMUA 3 U 22 (HoOpMa);

MOHOcOMUA 3 U 22 C
PO6EPTCOHOBCKON
TpaHcnokauymemn

ancomMmsa 3 1 MOHocomMmus 22

ancommsa 22, MOHocomMus 3

Hynnucomusa 3

Hynnmucomusa 22

46,XX;
46,XY

45 tr 3;22: XX
45, tr 3:22: XY

40, tr 3;22; +3;XX
40, tr 3;22; +3;XY

40, tr 3;22; +22;XX
40, tr 3;22; +22;XY

45,-3; XY
45,-3;XX

45,-22;XY
45,-22;XX




Bo3MOXXHO BO3HMKHOBEHUE
Mo3auumumama

46, XX [15]; 45X[35]




Il"BY3 HCO “TOCYIJAPCTBEHHBIH HOBOCHBHPCKHH OBJACTHOH KJIHHUYECKHHA
JTHATHOCTHUYECKHI IEHTP”
TI'opod Hoeocubupck, ya. 3arecckozo, 0. 6, kop. 7, men. 227-33-73, 8-913-702-26-25
MeaHKo-TeHeTHIYeCKHH 0TIea

gm'orenernqecmm 33602 aTopus

D HN.O: Howuep uccredosarua: 15—
Jama poxcoeruz: 03/10/1978  Ilor: KeHCKHE
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HccaegyeMblil MaTepHa1: N L A L‘,

nepudepHIecKas BeHO2HaA KPOED

Nama ezamua mamepuana: 10/07/2015

Jama evidawu saxmoqerus: 10/08/2015

Bpau-naToreseTnk: Kuons C A,

Sax1oyeHue: mos 45X [4] /47, XXX [2] / 48 XXXX [2]/ 46, XX [44]. KapuoTHn aHOMAILHBIH,
HecOAIAaHCHPOBAHHBIH, Mo3aH4YHBIA; 8% cocTaBasieT KJI0H ¢ Hy /LTHCOMHeH mo X xpomocone; 4%
COCTABIAET KJIOH ¢ TpHcoMHeH mo X xpomocome; 4% cocTaBaseT KI0H ¢ HoaucomHuei mo X
xpomocome; 84 % cocraBasier HOpMAIbHBIH KIOH.

Pexomennanus: Joodcaenoeanne meromzom FISH.

Kapuorpasma
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mos 45X [4] / 47, XXX [2] / 48, XXXX [2]/ 46,XX [44]



Xpomocoma

* 3TO WHTEHCMBHO OKpaALUEHHOE TenbLeE,
obLasa gnunHa monekynbl HK B Xpomocome
yenoBeka  (cpegHen o  pasmMepam)
OocTuraeT npumepHo 4 cm, a cymmapHas
ONMHA  9TUX  MOJIEKYNn B KIMETKE C
aunnounaHbiM (OBOMHBLIM) HADOPOM — OKOJSIO
180 cm. bnarogapa cnupanusauunn OHK w
ynakoBke  Oenkamm  Monekyna  OHK
ykopaumsaetca npumepHo B 5000 pas.



XPOMOCOMHbIVN HAbOop Yy YernoBeKka NMPUHATO
pasfendaTb Ha ceMb rpynn:

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 ¢ XpomocomMmamu 6 n 7),

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

(21, 22 napbl XpOMOCOM U Y-XpOMOCOMa)




B 3aBUCMMOCTM OT pacnosioXXeHnd
LEHTPOMEPbI XPOMOCOMbI ObIBAIOT:

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

e 2) cybmMeTaueHTpUYeckne — LeHTpomepa
CMeLLEeHa OT cepeanHbl XPOMOCOMbI U
OLHO MNJie40o HEeCKOmnbKO Kopoye Opyroro;

* 3) aKpOLIEHTpMYECKNE — LIEHTpOMEpPa
pacrnonoXxeHa 6rm3Kko K KOHLYY XPOMOCOMbI 1 OAHO
Nf1Ie4o 3HAYNUTENBLHO KOPOYE APYroro.




[lpaBuna XxpomMocom

1. lNpaBnno NoCcToAHCTBa Yncna XpPOMOCOM — COMaTUYECKMNE KNETKU
OopraHusMa Kaxkgoro Buga UMeroT CTPOro onpeaesieHHOe YMCro XpOMOCOM
(y yenoseka 46, y kowkn — 38, y MyLLKn apo3odunsl — 8, y nowaganHon
ackapugbl — 2, y cobakm — 78, y Kypuubl — 78).

2. [NlpaB1NoO NapHOCTN XPOMOCOM — KaXaasi XpOMOCcoOMa B COMaTUYECKUX
KneTkax ¢ AMniaonaHbiM HabOpPOM MMEET TaKyo e rOMOSNOrMYHYHO
(OOMHAKOBYH) XpPOMOCOMY, MOAEHTUYHYIO MO pasmepam, PopmMe, HO He
OLOWNHAKOBYHO MO NPOUCXOXOEHMIO: OOHY — OT oTua, APYryo — OT MaTepu.

3. lNpaBuno nHomBuayanbHOCTU XPOMOCOM — Kaxkaas napa XpoMocoMm
OTNnYaeTcd oT Apyron napbl pasmepamu, OPMOon, KoTopas 3aBUCUT OT
PacrosioXXeHNA LLeHTpPoMeEpPbIl, YepeLoBaHUEM CBETSIbIX U TEMHbIX MOJIOC,
KOTOpble BbISBNATCA Npu AnddepeHumnanbHOn okpacke.

4. lNpaBunro HenpepbIBHOCTU -- Nepen aeneHnem knetkn AHK yaoBaveatoTtcs
N K KaXXOOW N3 ABYX UCXOOHbIX HATEN OOCTPanBaOTCA MO NPUHLNMY
KoMmnriemeHTapHocTn HoBble HUTK [JHK, B pe3ynbraTte obpasytoTca ase
mosiekynbl JHK, 13 KkoTopbix nonyyaroTcs ABEe CECTPUHCKMUE XpoMaTuabl.
[Tocne geneHnsa B fovepHUE KreTku nonagaeT no ogHoM Xpomartuae, Taknum
00pa3oM, XpOMOCOMbI HEMPEPBLIBHLI: XPOMOCOMa OT XPOMOCOMHbI.



MaTepuan gna uMTOreHeTU4YEeCKOro aHanumsa

* KpoBb (f1enKOUNTHI) 1 Hepoens

e KOCTHbIN MO3r
* dnbpobnacTtbl KOXN

[lpeHaTanbHbIM MaTepuar

* BopcuHbl XxopmnoHa 1 Hepens
 [1naueHTa 1 Hepengd
 AMHUOUUTDI 3 Hegenu

 [lynoBnHHaA KpoBb 1 Hepens



WOUOINPAMMA



Kapunonornyeckmu aHanus
(Fish-meTopn)
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XPOMOCOMHbIE NEPECTPON

perte perte néotélomere

néotélomére
¥
-»>
recollement

a) Délétion terminale Délétion intercalaire

cassure -

recollement

recollement
e) Duplication en tandem f) Duplication terminale en miroir
perte Exemple : dup(7)(q21g31) Exemple : inv dup(8)(p23p21)

Exemple : del(4)(p15.3) Exemple : del(7)(q31.1932)

J perte

recollement
b) Anneau c) Inversion péricentrique

\ ; i - _ _
=
A
recollement A o -

Exemple : r(X)(p22.2926) Exemple : inv(X)(p22.2q26) - rocollSHiBRE

perte B g) Translocation robertsonienne h) Translocation réciproque
Exemple :rob(13;14)(q10;q10) Exemple : t(6;18)(p24;921.2)

Division transversale du centromére recollement
d) Isochromosome monocentrique Isochromosome dicentrique

Exemple : i(X)(q10) Exemple : idic(X)(p11) recollement
i) Insertion inversée

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




XpOMOCOMHbIE DOre3Hn

MOryT ObITb 0ByCnoBNEHbI KONIMYECTBEHHbLIMU

daHOMaJInadMn XxpoMoCOM - reHoMHbIE MYTALIUWU

(Tpycommns, MOHOCOMUSA, TPUNNOUOUA U T.4.)

d TaKXe CTPYKTYPHbIMN aHOMaAlilmaAMn XpOMOCOM -

XPOMOCOMHbIE abeppaLun

(meneuusi, TpaHcnokauus, UHBeEpCUSa U T.4.)



Teopun BOSHUKHOBEHUA KIMUHUYECKNX
NPOSABNEHNUN XPOMOCOMHbIX DOSIe3HEN

* Teopua cneundPn4eckoro eHoTuna — NoYTU
Npu KaXkgom XpoOMOCOMHOW NaToNIormm
MMeEITCH crieundounyeckne ocobeHHOCTH

* HapylwieHne banaHca XpoMOCOMHOIo
MaTepuana (CHMXeHne XNU3HecrnocobHoCTH,
MMMYHUTETA, OHKOSIOrM4Yeckue 3abosrieBaHus)



KnnHmnyeckne cMHOPOMbI XapaKkTepHble AMs
XPOMOCOMHbIX Bone3Hen

* Cneundonyecknint doeHoTUM

« BpoxxaéHHble NOpPOKN pa3BuUTUSA (Yalle
MBIP)

* OTArOWEHHbIN aKyLLEPCKUA N CEMEUHBIN
aHamMHes

e CHMW)XeHne nHTenmneKkrTa n ncuxonornyeckme
OCODOEHHOCTU

* [lpn3Hakn Hegopas3BUTUA Noaa



XPOMOCOMHbIE 6OSIE3HMN C UBMEHEHUEM
yucra XpoMoCcom

TpucoMuu 1Mo ayrocomam:

* 110 8-U XpOMOCOME

* 110 9-11 XpOMOCOME

¢ 110

¢ 110

¢ 110

18- X

* 110 21-1 X

14-1 xpoMocoMe

DOMOCOMC — CHH[

13- xpoMmocome — cunapom llaray.

POM DJBap/ica,;

DOMOCOME — CHH/I|

* 110 22-H X]

DOMOCOME

boM JlayHa



CuHgpom [ayHa (Tpucomusa 21)

» YacTtoTta B nonynsauymm 1:600 — 1:800

(cpeoun oeten ¢ ymcrteeHHou oTctanoctbio 10 — 12%)
Kputnyeckmn permoH 21922
93% - perynsapHaa TpucomMus
2-3% - Mo3anumn3m

4-5% - TpaHcnokauun



bone3Hb ,El,ayHa‘ (47,XX,+21
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Bbone3Hb

[ayHa
(47XY, +21)




inv(9)(p11g12) —=> ‘"f"

™ 5
8 »d
B

B <— del(18)2(q11.2q12.2)




[IpMepbl XpOMOCOMHbIX abeppaLnm

k Ly .
i Sabih o g j CuUHOPOM «KOLLIAYbEro Kpuka
iF ' *YMCTBEHHasi OTCTanoCTb

*Mukpouedanus

*[lonepeyHas nagoHHaqa cknagka
*HM3KO pacnonoXXeHHble
nedopmmpoBaHHbIe YLHbIE
PaKOBUHbI

*AHTUMOHIONMOUAHbIN pa3pes rnas



CuHapom [pagepa-Bunnu

- | - * MarneHbKuM n ocnabneHHbIn pebdeHOoK
npu pPoOXOEHUU, pe3Koe YycurneHue
annetmta B 2-3 ropa, YMCTBEHHas
OTCTaNnocCTb, MbIlWleYHasA TUNOTOHMUSA,
OXUpPEeHMe, TrUNoroHagusM, HU3KUWN
pocT, aKPOMUKpPUA -
HenponopLMoOHasrnbHO KOpPOTKUe
AUCTalNbHbIe YY4aCTKU KOHEYHOCTEeN

e 75-80 % cnyyaeB cBfi3aHbl C
MuKkpoaeneuven 15q11-q13 oruoBcKOM
XpPOMOCOMBbI

e 20-25% cny4yaeB cBsi3aHbl C OAHO
poanNTenbCKOWU aAncomunen no
Xpomocome 15 (MaTeprnHCKON)

e KaHOMAaTHbIA reH UMMNPUHTUPOBAH Ha
MaTepPUHCKOU XpOMOCOMe




CunHOpOM JHrenbmaHa
NN «CHACTNUBOW KYKIbI»

o[lo ropa AguarHocTtupyetcd
penko

[unonnasna cpegHen TpPeETU
nvua

[1poreHunsa
MakpocTtomus
Henopassutue peun

‘YacTble NPOAOITKUTESIbHbIE
NMPUCTYTbl CMEXa

«XapakTepHas arakTnyeckas
nognpbirMearoLLlasa noxoaka



CI/IH,EI,pOM 3HrenbmaHa

» Kocornasue

e CrnioHoTEeYEHNE

« CTepeoTunHble Urpbl

* VMiMmnynbcnBHoe noBegeHme
« Manas noTpebHOCTb B CHE
e [MNepakTUBHOCTL

» CTpemrieHune K coumnarnbHbIM
KOHTaKTam

 HeT nepuoga gerpagauunu




Velo-cardio-facial syndrome (CATCH)

LHeneuna 22911.2
» C - KapauanbHble nopokn - 84 %
A —aHomanuum nuua - 100 %
* T — TMycC rmnonnasug
» C — pacwenunHa Heba 50-90 %

* H — runokanbuemust 51 %



OMIM 192430

YMCTBEeHHas
OTCTarnocCTb pasHOW
cteneHn - 60 %,

NOPOKN
MOYEnoS1I0BOU
cuctembl -16 %




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

« YacToTa cnHapoma B Poccum HensBecTHa

* BepodaTHble NPUYUHLI.

- HegocTaToYHass MHPOPMUPOBAHHOCTb
cneunanmncToB

- HE NCIMOJ1Ib30BaAHNE KITMHUKO-
reHeariormn4eCKkoro MeToaa

— onucanue cdeHoTuna npobdaHaa,
— OCMOTpP POACTBEHHUKOB,
— COCTaBrieHne pogoCrioBHOM



[Tonncomuu no NonoBbLIM XpOMOCOMam

TMN XpPOMOCOMHbBIX HAOPYLUEHUH

CuHapom KaanHdeabTepa

47 XXY

48, XXXY

49, XXXXY
Mo3aunku
Mpoyee
MoAaucomusa X
47 , XXX
48 . XXXX

49, XXXXX
Mo3auku

NMoamcomua Y

47 XYY
Mpoyee

7o

82

<1

>98
Peako
Peako
PeAko

>98
Peako

YacToTa B nonyAsuuu

1 Ha 750 My>XX4uH

1 Ha 1000 >XeHLLUH

1 Ha 1000 My>XX4MH
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CuHapom
KnanHdenesrepa
47 XXY




CuHapom
KnanHdenesrepa
47 XXY

LintoreHeTnk

anHep T.A.,

nabopatopus
rTHOKOU







48, XXXY




LinToreHeTn4yeckne HapyLieHus npu
cuHapowme LlepeweBckoro—TepHepa

TMN XPOMOCOMHbIX HAOPYLUEHUH

45,X

46,X,i(Xq) U MO3AUKU C AMHUSIMU KAETOK i(Xq)
46,X,del(Xq) u mo3zauku ¢ AMHUSIMU KAeTOK del(Xq)
Mo3auku 45,X/46, XX; 45,X/47, XXX

Mo3auku 45,X/46,XY

Mpoyee [del(Xp), r(X), mo3auku]

To
57
17

12



45,X CuHapom LepelieBckoro-TepHepa




[ IpuMeHeHne Kapmnonorm4yeckoro
aHannmisa
» [lnarHocTnka XpoOMOCOMHbIX 3aborneBaHUmn

« OHKONOrnM4yeckne u
OHKOremaTtosnormdyeckme saboneBaHus

* HecTabunbHOCTb XPOMOCOM
* MapkepHble XpOMOCOMBI

* Mapkepbl pagnaloHHbIX BO3OEUCTBUM



bnarogapto 3a BHUMaHue



