« KMMY

« Monekynsipriblk 6Monorns xeHe MeanumMHanbIK
reHeTUKa Kadpeapachl

* Noapic
e TakbIpbIObI: «[€HAIK )KeHe XpoMocoMaribIK
MYyTaUUAHbIH, NAaTONOMNANLIK 3MEKTEPI».

e MamaHabirbl: 5B130100 «>Kannbl meguumnHa»
* Kypc: 1

e YaKbITbl: 50 MUH.

HailbiHdarad: noueHT: EcinbaeBa B.T.




TakbIpbIObI: «[eHAIK XXeHe XpoMocoMarblKk MyTauUAHbIH
naTtonornanblk adodoekTepir.

MakcaTbl: [ eHAOIK MyTaunAHbIH XXoHEe MOHOreHAiK
aypynapgblH, XIKTenyiH, reHaik MyTauusaHblH anfallkbl XXoHe
eKIHLWINIK NaTonornanblk 9dEKTEPIH XXaHe XpoMocoMarnbIK
MYTaUMAHbIH, XKIKTeNyiH oKbIn 6iny.

HopicTiH Xocnapbil:
[eHal MyTauMAHbIH XIKTenyi.

Monekynansblk, XacyllanblK, MyLLESiK )XeHe af3anblK
OeHrennepaeri MytauuaHblH naTtonornansik adpdekTepi.

MoHoreHaik aypynapablH XIiKTenyi.

XpomocomManblk MyTaunAaHbIH, XIKTenyi

XpomocoMma KypblibIMbIHbIH ©3repyi, OHbIH TYpriepi.
XpomocomMa CcaHblIHbIH 83repyi, OHbIH Typnepi, MiHe3aeMeci.



OnuwemiHe 6annaHbICTbI OeniHeAl:

1. 'engik myTaymanap.
2. XpomMocomarnblk myTaumnap.
3. [eHOMAbIK MyTauuaap.



MoHoreHpik aypynapablH XXaKTenyi
1. leHeTUKaNbIK XIKTeny:

AyTocomAbl TipKeC (AOMWUHAHTTLI XKaHe
peLeccusTi)

JKbIHbICMEH TIpKeC (peLEeCCUBTI XXaHe
OOMWHAHTTbI)



2. Tapany XxuiniriHe 6auNaHbICTbI:
sKofFapbl XMINIKTe Ke3aeceTiH aypynap —
1:10 000 >kaHa TyblfiFaH cobu

OpTalua XuinikTe Kke3aeceTiH —
1: 10 000-40 000 »aHa TybinFaH cabu

TOMEH XUINikTe Ke3aeceTiH —
1:40 000 Hemece oaaH TeMeH



[eHpIK MyTauuanap

Penapauuna mexaHu3mMiMeH XXeHaenuvereH
reHgepaiH XMMUAnbIK KypPblbIMbIHbIH, ©3repici
reHaik myTauuanap gen artanagbl.

[eHAl MyTauusaHbIH 3 KaTeropusara
oeniHeAal:

1. Bip Heri3aiH eKiHWi Heri3re anmMacybl
(6aprnblK reHai myTaumsiibiH, 20%).

2. PamkapaH XblnXyAabl caHay
(HyKNneoTnaTep caHblHbIH e3repyi).



3. UuBepcusa (reHgeri HykneotnatepaiH
OpHanacyblHbIH e3repyi).

1. Heri3aiH anmacybl:

TpaH3nuuna — NypPUHHIH NypPUHre
Hemece NMMPUMUANHHIH TUPUMUONHIE
anmacybl A-I, T-L1.

TpaHcBepcua — NypuHHIH
nMpuMmManHre, Hemece KepiciHwe A-T,
A-L, I-L1, T'-T.
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HykTenik mytaumanap — 6ip HykneoTnaTiH anMacybl

MucceHc-myTaums - YHCi3 anmacy (canneHT-myTtaums) -
KangblfbIHbIH, aCMacybl
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HoHceHc-myTauma — PamkagaH XblimKblFaH MyTaunsiHbl caHay
aMMHKbILLKBIN KOQOHbIHbLIH, CTOM (bpenmwndT) — a/k Bipi3ainiriHiy, e3repyi
KOLOHfa anmacysbl



Heri3giH anmacy myTtaumacbl MYTaHTTh
KoooHaapabiH nanaa 6onybiHa anbin Kenegj,
onapAblH MafblHACLIHbIH, ©3repyi-MUCCEHC 3 EKT
XKOHEe MafblHaCbl3-HOHCEHC-KOO4O0H D0Mybl MYMKIH.
1. Erep anmacy VLWIHLWI HYKNeoTuare Xypce,
reHeTuKarnblK Kogka (KenTiriHeH) 6annaHbICTbl
MyTaums KepiHbena,.

2. MucceHc-myTaumsa — 6ip aMUHKbILLKbINb
backameH anmacagbl. On beniHeA:

1) NMpuemnemoi —Xnkapu remorrioduH
MOJSieKynacbiHaa, acnaparMH aMmHKbILLKbINbI 0eTa
LUbIHXbIPbIHAAFbI NMNM3NHIe anmMacansbl, bipak Ta
remMornobuH KbI3MeTi e3repMeni.




2) XXapmbinau -npuemnemoi Mymauyusi-

S-remMorrnobuH -(opak Tapisai-acyLianbl
aHemMus).

[ MyTaMWUHHIH BanuHre anmacybsl 6annaHbIc
MeXaHU3MIHIH e3repyiHe >xeHe OTTeriH bocaTtyfa
anbin Keneail.

3) lMpuemnemOi emec MUCCeHC Mymauyus —
XKYMbIC iCTEMENTIH remornobunHai Tyrbi3agbl
(MeTremornobuH).

3. HOHCEHC-KOAOH — OHbIH, KepiHYI aKkybl3
CUHTESIHIH, epTe TEPMUHALNSACBIHA anbir
Keneail.




2. PaMKagaH XblUXKyAbl caHay — AeneumnsMeH,
MHCEPLUUAMEH, VLLHYKNEOTUATI Kantanay
CaHbIHbIH 63repyiMeH XaHe TPaHCMO30H
OapAablH HYKNeoTuaTi Tisbekke KoUbINybIHaH
namga 6onagbl.

UuBepcua — [1HK 6eniriHiH 180 rpaaycka
anHarnybl, aMUHKbILLKbI TI30EeKTEePIHIH
Oy3binbICbiHA anbin Keneg,.




AnFauikbl mamoJsio2usisibiK 3 gexkm-
reHgl Mmytauma HaTuxeciHae nanga

bonagbl, Xacyllaga, yinana XXaHe
MyLlenepae oMoxXmmMuanblK Kackaa

Oy3bInbICbl XYypea,.

AnrawKbl namosio2usnbiK 3goQekmiHiH 4
gapuaHmab! bap:

1. ['eH benceHainiriHiH KyLwTi 60nybIHa
bannaHbICThl apTbIK OHIMAEP Ty3ineai.




2. AHOManbAi akybi3aapAablH TY3inyi-
OCbl aKybl3 KbIBMET €TETIH Xepaeri Xxacylla-
nappga »keHe myLuernepae oyabinbictap
bonagbl (opak-Tepi3ai Xacyluansl aHeMus).

Puc. 4.2. Ma3ok kpoBu OONbLHOrO CepnoBUAHO-KNETOYHOW aHeMuen (crnpasa) no cpasHe-
MK ¢ HopmoW (cneBsa). lNaTtonorus: cepnoBMaHbIE 3PUTPOLUTDLI, MOWKUIOLMTO3, aHU30LMUTO3,
CKNEEHHbIE 3PUTPOLUTLI.ITOACHEHNSA B TEKCTE.






3. Anfawkbl eHiMaepaiH onmaybl —
akybl3gblH OormMaybiHa 6annaHbICThI
ONOXUMUANDBIK peakLuna XXypMenai, AFHu
TOKCUHAI eHIMaep Ty3inen|
(EeHUNKETOHYPUA, MUTMEHTTI
Kcepoaepma).

4. KanbinTbl anfawkbl eHimaep
CaHbIHbIH Mernwepi a3 Ty3ineal
(Tanaccemus).




deHMNanaHNHriMaQPOKCUNa3saHblH,
bonmaybl

crmnara | [roroum | [ 255
| |

PeHUNNUPOXKY3iM
KbILWKbINbI

(dbeHnnkeToHypuUA
Ke3iHOe 39pMeH Oipre
WbIlFaabl)




femocpunua

byn X-Tipkec peueccusTi ayblp aypy, kKaHObl
yubiTaTblH VIII dpakTopabiH (remodunua A)
Hemece |X gpakTopablH (remodounus B)
NHaKTUBUPIIEHYI HOTWXKECIHAE Nanaa bonaabl.

KepiHy xwuiniri — wamameH 1:10 000
epKeKkTepae Kesgecen.

Heriari MyTaunaHbiH TUNi: A reMoMUNUsAHbIH
namybl KediHae — HOHceHC (14%), Kiwiripim
neneunanap (15%), cnNnancuHrTiH, MyTauuschl
(4%) »xeHe nHBepcusana (42%).



1. Acute bleeding
2. Chronic consequences

Clinical manifestations

KnuHuKanbIK KepiHici:
KILLIFIpIM >XapakaTt anfaH
Ke3aiH e3IHae Wi KaH
KeTynep. HaTuxeciHge
OybiHOAPObIH, XXYPYIiHIH
KnblHOAYbI, ynnanapgbiH
XYMCaK eTTepIiHIH
remaTomanapsbil.



XpomMmocomarnblk MyTauus XaHe
XpomMocomarnblk aypynap

« Xpomocomarnblk MmyTaunsa 2 Typre derniHea;:

* 1. XpoMOCOMa MaKkpOKYpPbINbIMbIHbIH 63repy!
(Xpomocomarblk abeppauus).

» 2. XpOMOCOMa CaHbIHbIH e3repyi (reHoMAbIK
MyTaums).

« XpomocomanbIK MyTauua — Oy xui

* MENO3 HEMECE Kenge MMUTO3 Ke3iHaer|

* KaTenep.



XpomMmocomMa CaHblHbIH ©3repyiHiH
BapuaHTTapbl:

AHeynnougusa — 0ip HeMece DipHelle
XPpOMOCOMA CaHbIHbIH XeTIicrneyLiniri Hemece
apTblk bonybl

Synnow.qml — ranmnongtbl XPOMOCOMa CaHbl
XNHafrblHbIH >KOfapbliiaybl



TepMuH
AHeynnounaus
MOHOCOMMUSA
TpUCoMUS

TEeTpacoMusd, NEHTACOMUS
XoHe T.0.

Jynnonaus
annnonguns
nonunaonans

ABTononunnovauvs

Annonnounaus
(amdomnnnonauns)

TycCIHIKTepI
2n £ X XPOMOCOM
2n — 1
2n + 1

2n + 2. 2n + 3 xoHe T.0.

N €Ki ecenenyi
2n
3N, 4n, 5n

bip reHOMHbIH, ranonaThbl
XXUHaFbIHbIH, €Kl eceneHnyi

OPTYpPIi reHoMaapabiH
ranfionaTblK XXUHAaFbIHbIH €Ki
ecenenyi



Primary spermzatocyta

First civision :
nondisjunction Meiosis |

Sacondary spermatocyte
l Second division
Meiosis Il nondisjunction

Sperm
Fertilization of
euplic cocyta

LA abanc

{onosomic Monosomic Trisomic Trisomic Euploid Euploid Moncsomic Trisomic

? ?
i i

Nondisjunction st meiosis | b. Noncisjunction at meiosis |l



e XpoMocOMa KYpPbINbIMbIHbIH ©3repyi —
Byn XxpoMmocoma KypblfbiMblH Oy3aTbIH
MyTauuda, XpOMOCOMa CaHbIHbIH XeHe
reHoepaiH opHanacyblHbIH ©3repyiHe anbin
Keneal.
Onapfa XKaTtagbl: Jeneuns, HBepcus,
Oynnukauuga, TpaHcnokauus.
IHBEpCUSA XaHe TpaHcnoKauusa KesiHae
reHal nNoKycTap »ofanmMauasbl.

Jeneuun XXoHe aynnukauma KesiHoe reHal
NOKycTap »ofanagbl.



e XpoMocoMAbI KauTa Kypblny
beniHea;:

1. Xpomocoma iifiK KauTa KYpbiiy —

- Aeneuuns

- aynnukauus

- UHBepcUugd

- UHCepUmS;

- U30XpomocomManap;

- caKuHarnbl XxpomocomManap




e 2. XpOMOCOMa apanblK Kauta Kypblay:
- TpaHcnoKauyus.
- PobepTcoHabl kKanuTa Kypbiny.
Oeneuus (y3iny)-
reHai nokycrtapabiH 6ip Hemece bipHelle

DenikTepiHiH XofanybiIMeH 6annaHbICThI.
XpOMOCOMaHbIH, XU i XXeHe KayinTi by3biny Typi.

HNeneuna sddekTici bannaHbICTbl bonaab!:

1. XKoublnfFaH reHaep caHblHa.

2. Ocbl reH eHiMaepiHAeri caHablK KaXKETTIrKKe.
3. [€HHIH OPHbl MEH KbI3METIHE.




A B C D E F G H A B C E F G H

AT A>T D 2o~ T 1 1D
tt

e [eneuunsHbiH 2 Typi bap:

1-wi TMNI COHFbI y3iny (aeduileHcK)

TeNnomMepaHbl XXOofanTyMeH Xypeai («MbICbIK anKkambl
“CMHOPOMBI).

2-Wi TUNI MHTepcTUUManbAai —
XpomMmocomManapablH, ILKI UbIKTapbIHbIH
kaHoanga oip deniri xofanaab! (gpo3oduna
LLUbIObIHBI KAHATbIHbIH, LUETTEPI apaHbIH, Y3
Topi3ai bonaabl).




N 0 Q0 lost 00

% lost
\& \&

1. Terminal deletion 2. Interstitial deletion

Oeneunsa — xpomocoma OerliriH Xorfanty.



 dynnukauyus- XPOMOCOMaHbIH KaHOoanga Bip
CErMeHTTepi €Ki eceneHeni. byn kesne OIp CermMeHT
bipHewe peT KauTtanaHagbl. KantanaHy a3 Oonagbl,
erep Oip reH 3akbiMganca HEMece Ker, erep KerTereH
reHoep KenemiHge Xypce.

Odynnukauus icik XacywanapblHblH nanga

bony mexaHmamiHe anbin Kenyi MyMKiH, beaeynikke anbin
Keneai, netanbal agakranybl MyMKIH.
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Type 2
No
symptoms

Odynnukauus

!3

Saizures, mental
retardetion

2 OOMMO I I OHMHMOOm

|

Foor muscle tone
Epicanthal foias
Small slze
Mente retardation
Selzures
Developmenta’ gelay
Curvea spine (scoioss
Learning aiaebiites
AULSIHC features
— pOOr speech
— hena flapping
— lack of eye

contact
— Neaa for routne



Odynnukauus

KanbInTbl Xarganga ke3i gomanak, an
AynnauKauus XonakTbl Ke3giH nanaa
OonybiHa anbin Keneai

3 2. 96. devorun (hopma ra1as) y APo3ogHA PANHUHBIX TEHOTHIOR, HECYILHX MyTalHIo reiia Bar



* WHBepcusa-
Xpomocoma cermeHTTepiHiH 180
rpagycka anHanybl. 2-re beniHeq;:
1. MNMapaueHTpuUKanbIK NHBEPCUSA
(cerMeHTTe ueHTpomepa dbonmangbl).
2. NepuueHTpUKanbIK MHBEPCUA —
CErMeHTTE LieHTpoMepa bonaasbl.



e  WHBepcua-xpomocoma cermeHTTepiHiH 180
rpagycka anHanybl. 2-re beniHen;:

1. TMapaueHTpuKanbIK MHBEPCUA- CErMEHTTE LIeHTpoMepa
oonmanabl.

2. NepuueHTpUKanbIK MHBEPCUA —CEMMEHTTE LEeHTpoMepa
oonaabl.

UHBepcuna gapaHblH depTunbainirii TeMeHaeTyre anbin Kenyi.

AB C D E FGHMepuuenrpuseckas upepens A B C G I

AB C D E F GHllapauenrpuueckas unsepens A E FGH
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Puc. 3.58. U3smeHeHue HopMbl XpOMOCOM B pe3y.ibTate NepuUEeHTPUUYECKUX
WHBEPCUHA




Puc. 3.64. Konbiorauus XxpoMoCcoM MpH KHBEPCHSX:

[— MapaueHTpuyecKasn HHBEPCUS B OAHOM M3 TOMOJIOTOB, [/— MepHLIEHTPHYECKAsI MHBEPCHS B OJHOM
W3 TOMO.TOroB



Paracentric inversion

Arm ratio
unchanged

Pericentric inversion

- D

Arm ratio
changed




 UIHCEPLUMUA (Tiriny) -
byn Xxpomocomara Xarracy.

« CakuHanbl Xxpomocoma -
eKi Tefiomepacshl XaTblfiFaH cakmHa
Topi3ai xpomocoma nanga 6onagbi.



WHCEPLUMA (Tiriny) - byn xpomocomara Xarracy.
CakuHanbl XpoMocomMma - eKi TefiloMepachl XaTblfiFaH cakuHa
Topi3ai Xxpomocoma narvga donagsbl.
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g Brokesn end a

' Brokan end '

CakuHanbl XxpoMmocomanap - TerioMmeprik benikrepaix
XKOFarybl HeTWXeciHAe nanaa donaabl



s UIBSOXPOMOCOMA

* MeTa- Hemece cyOMeTaLeHTPUKanbIK
XpomMmocomanapablH LleHTpoMepa
anMarblHOa aXblpan, pennukaumsaax
KeniH 0ipaen nbikTapbiHaH nanaa
bonartbIH XpomMocoMma.



normal

Deletions
and
duplications

A A A
B B &
C normal C c
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oeieions Isochromosome
duplications for the Iong afm (Q)
GFEp DEFG of the X chromosome

MeTa- Hemece cybmeTaueHTpuMKarblk XpoMocoManapabiH
LeHTpOMepa anMmarblHAa axblpan, pennukauymanaH Kenin dipaen
MblKTapbliHaH nanga 6onarblH XpOMOCOMa.

CoHAbIKTaH XpOMOCOMAaHbIH €Ki ubiFblaa bipaen reHaepaeH
Typaasbl.



APOMOCONdA apdlibiy RdTd KYpPbllly.
1. TpaHcnoKkauusa — roMosiornssriblk XxpomMocoma oerikrepi
rOMOJSIOrNSASNbIK eMec XpoMocomMa benikTepiMeH anmMmacasbl.

2. PoGepTcoHAabI KanTa Kypbuiy
BbesiiHeOdi: LeHTPpUKaNbIK KOCbIY XXOHE LEHTPUKarbIK axbipay.
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- 4 PobepTcoHAbl KanTa
('.k - Breaks s Aa Kypbiny —

\ A rOMONOrnAnbIK eMec
vy 9 XpOMOCOMarnapAbIH
s lv Bipiryi (WeHTpPUKanbIK
\ ) 2 Kocblny) Hemece bip
/ Fa XPOMOCOMaHbIH, 2-Te
| J \ y3inyi (WeHTpUKanbIK
4 ] axblpay).
(c) ¥ t
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Centric fusion Acentric fragments
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214Mb

203Mb

XpomMocoma XonaKTapblHbIH
cunaTttamachl

Iunck — backa benikrepiHeH
anblpMaLLbINbIFbl XXaKCbl KOPIHETIH
Xpomocoma berniri.

9Ipbip Xxpomocoma LeHTpomMepaaaH
Tenomepnepre Kapam HeMepsrieHeTIH
bipHeLwle anckTepaeH TypaTbiH
benikTepre beniHeai. OUCKIHIH, iLLKi
benikTepi con dbafbITTa HeMiprieHea,.
HomeHKnaTtypa: OUCKIHIH HeMepi
benikrep HEMEpPIHEH KENIH
opHanacagbl. Mbicanbl: 3p21 GipiHLUi
OWCK, EKIHLUI panoH, KbiCKa UbIfblI,
YLLIHLI XpoMocoMa.



e ATa-aHanbIK ANCOMUSA
[lapanappaa *annbl XpomMocoma
caHbl KanbInTbl, Oipak OIp Xy
XpomMocomarnap ata-aHacblHbIH
OipeyiHEH Ty3inreH.



TEHOMAObIK MYTALUATIAP

XPOMOCOMAaHbIH caHabIK
MYyTaUUACbLIHbIH, 3 TUNI bap:

1. NonunnonAaTtol
2. [announaTol
3. 'eTeponnounaTbl (aHeynnonans)



 TAIJIONOUNA-
OapnbIK XpOMOCOMa XXUbIHTbIFbIHbIH
TeMeHAeyi TypiHaeri (ecimaiktepae
Kesgeceni) mytauus.
FTETEPOMJIONONA-
KanbINTbl XPOMOCOMa CaHbIHbIH
Oy3bInybl TYpIHAErN MyTauus.



beniHeAl:

1.MoHocoMMSA — eKl FTOMOMNOrnAnbIK
Xpomocomaga Oip xkyn bonmaca (2n — 1).
2.Hynncomuma —eki roMmonornanbik
XpomMocomaaa eki xyn bonmaca (2n-2).
3.Monuncomusa — xpomocomaHblIH Dipeyi
Ken 6onagbl 2-1i 3K3eMnndapfa

kapafraHga, (2n +1)- tpucomung, (2n +2) -
TETpacoMus.




 bakbinay cypakrapbl:

« Anfalukbl naTonornansik adpdoektepair
BapuaHTTapblH cUNaTTaHbI3.

* MuncceHc-adoeKkT AereHimi3 He aHe OHbIH
cangapsbl.

* [eHgl aypynapabl cunattay epekLwenikTepiH
aTaHbI3.

« XpoMoOcoMansblk natoniornanapabiH HEri3l
NPUHLUNNATEPIH .

« XpomMocoma apanblk MmyTauuanap.
« XpOMOOCM ILWifik myTtauuanap.



