AJaMHbIH KypcakK IwiHae
OAaMYbIHbIH 8pTYpPni caTbICbl MEH
raMmeToreHesaeri reHomMabIK >KaHe

XpomMocomarnbIKk MyTaunUAaHbIH
XMINIrt MeH cnekTpil



[ameTOoreHesaeri XxpoMocomanbIK
aHomanusanap

* [eHOMAObIK )XeHe XpomMocoMarnblK
MyTauusanapablH kebici Menosaa
TyblHOAWABI.

» OnapablH kebici netanbabl 00sbIM
TabblNnaabl XXeHe epTe AamMmy caTbICbiHAA
3UroTtaHblH, ernyiHe aKen cofagbl.



CnepmaTtoreHes

* 19 xoHe 22 xpomocomarapblH KocrnaraHga d0apriblk
Xpomocomanapabl FISH agicimeH mapkmpney apkbinbl
XpoMoOcOMarnbIK capanTtamMmaHblH HEri3ri KOpbITbIHObICHI
KanbINThl XXafganga reteponsionarbl cCnepmMaTo3ouaThbiH
xuiniri 1,5 % acnanTblHAbIFBIH HAKTbINayFa MyMKIHAIK
bepeai.

« COHbIMEH KaTap apTypini XpOMOCOMaHbIH aHeynionaThbl
criepmMaTo30oMaThiH TY3inyiHe KaTbICybl bipaen emec
eKeHAairi aHbIKTanabl.

* 1,9,16,21,X XXaHe Y xpomocomanapbl axbipamMmayra
yLiblpafaH,



« 3epTTeyaiH apTypni aaiCTePIHIH
ManiMeTTepi cay ep agaMmgapaa
cnepmarto3onaTtbiH 10 % XpomocomarnbiK
aHOManuaHbI anbin XXYPETIHAIMH
KepceTeni, COHbIMEH bipre KypbisibIMAbIK
KaTap Ty3y caHOblKkKka KaparaHaa Wl
Kesgecen,.



OoreHes

[licin >KeTinreH rametanapgarbl CNoOHTaHAb!
XpomMocomanblk abbepaunsiHbiH XuiniriHiH baranaybl
HaKTbl OonbIN TabbiriFaH cnepmaTtoreHe30eH
canbICTblpFaHAa ooreHesaeri onapAblH XUiniri Typano
MoniMeTTep a3ipre bormkam TypiHae.

bapiHeH OypbIH Byn aHanblK raMeTaHblH TOSMbIK
umMToreHeTukanblk capantamacbl KO xafganbiHaa
anblHFaH MeTaasa 2 catbiCbiHOAfFbI ooUMUTTapaa faHa
B6onybl MyMKiH ekeHAirimeH 6annaHbICThI .

CoHbIMEH KaTap Oocbl 3epTTeynepae de2eHepayus
beneinepiHe ue in vitro xxardaubiHOa ypbIKmaHyfa
XapamalumabliH XYMbIpmKa XacyuwanapblH KorndaHaosbl.

OouuTTepaeri reteponnonamns xuiniriH baranay yLuid
Kenge )xaHama sfic kongaHagbl, sfHu 1-i Hemece 2-Li
nonsipnbl AEHELWIKTIH LMTOreHeTUKarbIK
capantamMacbiHaH anbliHFaH HaTMXe Heri3iHae
KanbinTackaH aaiCcTi KongaHaabl.



 CoHAa pa kasipri kesae coukec KerneTiH
aficTemMenik XxongapablH KeMeriMeH agam
ooreHesiHAer! CroHTaHabl XpoMocoMarnbiK
abeppauuns xuiniri Typanbsl ManiMeTTep
anblHFaH.

« XXannbl onap cnepmaTtoreHe3beH
canbICTbipFfaHaa ooreHes npoueciHaeri
XPOMOCOMaHbIH a)XblpamMayblHbIH XXofapbl
XUiNiriHiH 6onybIH KepceTea,.

* COHbIMEH KaTap canbICTbipMarbl LLUTOreHETUKA
ManiMeTTepl agampaarbl ooreHesgeri CrnoHTaHabl
reteponnonana geHremi backa CyTKopekTirnepre
KaparaHOa XKofapbl eKeHAIriH kepcetea,.



MeTtadcpaza ll

Afgam ooreHesiHaeri XpoMmocoma capanTtamMacbiHa KaTbICThbI
ManiMeTTepaiH Kebici MenosablH, ekiHwWi beniHyiHiH MeTadasa
caTbICblHOA byFaTTanfaH XaHe in vitro xardalbiHOa Kyrbmypaoda
vpbikmaHbaraH ooyum ripenapammapbiHaH aribIHfFaH.

Ocbl manimeTTepaiH capantamacel M| -Aafbl afam oouuTiHAaeri
XpOMOcOoMarblk aHOManusiHbIH 8pTypri TUMIHIH KeH Anano3oHaa
YKHE XKOFapbl XKUINIKTe ekeHAiri Typarbl KOpbITbIHObI XXacayfa
MYMKIHAIK bepeai.

bip Hemece ogaH ken xpomocoMarblk abeppaunsiHbl anbimn XXYPETiH
OOUMTTEPAIH, XKuiniri 3epTTeyaiH spTypni cepusnapbiHga 4 -teH 58 %
-Fa JeuniH BapuauuanaHsin Typagbl.

AnblHFaH HaTWXKenepaiH benrini Bapnabenbairi MeTadasanbik
NaCTUHKaHbIH canacblHa 8cep eTETIH XpoMocoMarnbiK
npenapaTtTapabl 4anblHOAYy a4icTepiHe, COHbIMEH KaTap
KOHOEHCauuanaHraH XpOMOCOMaHbl ecenTey XaHe
MaeHTUMUKauuanay KbiHLWbINbIKTapbiHa Aa 6annaHbicTbl 6onybl
MYMKIiH.



EKiHWI Mmeno3gbik beniHyaiH metadasa caTtbiCbiHAA
ooreHesae TipKenreH xpomocomarblk abeppauns Xuiniri
eTe XOfapbl XXaHe Kenbip manimeTTep OOMbIHLLA NiCiM
XeTinyaiH bipiHWi 6eniHyiH asikTaraH bapnbIK
OOUUTTEPAIH XapThICblHA acep eTeql.

OnapablH ken beniri Tipwinikke kabineTTi ypnakrapra
bactama bepe anmangbl.

Ananga onapAblH Kebici ypbIKTaHybl MYMKIH XXeHe eKiHLUi
Meuno3ablk beninyai askraybl MyMKIH.

baprblK 3epTTeynep gerpagauma denrinepi bap
XXYMbIPTKA »KacyLwlanapblHa XYpPri3ifreHiH eckepy Kepek.

MyMKiH oCbl apKbinbl MmeTadasa ll-geri xpomocomarnbik
abeppaunsHbIH XXOfapbl XWUINriH TyciHaipyre bonaasbl.



Meno3abiH asKkTanybl
* Meno3sabiH ekiHLwi 6beniHyiH asikTaraH OOUMUTTET
CNOHTaHabl XpoMocoMarsblK abeppalnsHblIH
XUINIri Typansl Typa ManiMeTTep eKiHLUi
nonsiprbl AEHELWIKTIH, aXblpaybl OonfaH Kesae
VPbIKTaHyOaH COH anblHYbl MYKIH.

* CoHbIMEH Dipre 3epTTey o0beKTiCi 6onbIn
benwekTeyaiH OipiHLWwi 6eniHyiHiH MeTadasa
caTbICblHOAfbl aHanblK MPOHYKMEYCTbIH
XpomMocomanapbl Tabbinybl MyYMKIH HEMECE
eKIHLUI NoNApsbl AeHeLWIK XpoMocomManapbl
6ornbin Tadbinybl MymkiH (EKL).



« Agam ooreHesiHAeri CnoHTaHabl XpOMOCOManbIK
abeppaums XKUiniri XKXETKINIKTI 3epTTEeNIMEreH.

« MenosgbiH metadpasa ll-catbiceiHaarbl ( 50 % Oenin)
YIKEH Kenemi Typarnbl XXaHe Meno3gblHasKTanybliHaH
KeuniHri 25 %-geniHri kenemi Typarbel ManiMmeTTep bap.
Ananga matepuangblH KOI XXeTIMCI3AIriH,
npenapaTttapabl AavbliHOAY Ke3iHAeri )koHe bipaen
MeTadbasarsblK NnacTuHKa capantamachl Ke3iHAaeri
apTedraktapablH XXofapbl XUINIMH eckepe OTbIpbI,
COHbIMEH KaTtap XpoMocoMarnblK capantaMmaHblH TONMbIK
XETINMereHairiH eckepe oTblpbIN OCbl ManiMeTTepal
bacTtankbl peTiHOE KapacTbIpy KEPEK.



AMbpuoreHesgeri XxpomocomarnblK aHOManus
JdamyabiH UMNaHTauusanaHyfa AeuiHri catbinapbl

MimnnaHTaumanaHyfa geniHri keseHaeri agam amMopuoHbIHAAafbI
CMOHTaHAbl XPOMOCOMarblK aHOMaNMUSHbIH XXWINiri XXeTKiNikTi Typae
ken xoHe 5-TeH 100%-fa neuniH BapunauuanaHagbl. CorfaH
KapamacTaH MOpPOnormanbIK XafblHaH XeTifiMereH
amMbpuoHaapablH apacbiHaa reteponnonanst 86,6 % xeteq,.

[eTeponnongnsaHbIH aHarnbIKTbIH XXacblHa Kapan Tayenainiri
Oankanaabl.

20—-34-xacTafbl savengepae Kanointsl Mopdoonornsaarbl
reteponnonaTtbl aMbpuoHaapablH Xkuiniri 16 %, 35—-39-xacTafbl
onenpepne — 37 %, an 40-45-xactarbl anengepae — 53 %
Kypaunapbl.

[eTeponnonanaHbiH XuiniriHiH apTybl (53-54 %) spetTeri bana
KeTepe anuayubinblk KediHae 6avkananbl.



backa cyTKOpeKTiniepMeH canbiCTbipfaHda
reHoMablK MyTaUUAHBLIH XXOFapbl XUIMIriH eckepy
kepek (40—60 %).

Kapunotunke 6annaHbICTbl bapnbik agaMHbIH
NMMNaHTauusara geniHri ypbifblH 5 TUnke benyre
bonaabl:

1) nonunnounaTsl,

2) aynnounarhl,

3) reteponnounaThbl (TONbIKk dpopmacsi),
4) mo3auKanbl retTeponsionaThl,

5) aHbIKTanMaraH (XpoMoCcOMaHblH CaHbl MEH
XUHafFblHa bannaHbICTbl Bnactomepnep
epekLlleneHeani).



NMonunnounaus

* EGJ'ILLIGKTey Ke3iHaerl KapPpUnoTHUI

aHOManuACbIHbIH, Ken beniri NonaTbiNbIKTbIH
Oy3blnybiMeH DannaHbICThI.

o [lucnepmusi candapbi 6osibin mabbinambiH
Tpunnoudusi UH suMpO XaroalbIH/0afbl
YPbIKMaHyObIH XUi namoJsio2usicbl 60s1bIn
mabsbinadbl XoHe 3u2omadarbl YW
MPOHyKrieycmbiH 60s1ybIMeH mipkerneoi.

 [lonapnbl geHewikTepaiH caHbl MeH bonyhbl,
COHbIMEH KaTap NPOHYyKrieyctapablH 60sybl
KyAIK TyablpfaH Xafganga gucnepmMmmsHsl (3
NPOHYKIeyc + 2 nonsapsrbl AeHeLWiK) AurnHnsaaaH
(3 NpoHykKreyc + 1 nonapnbl AeHELWIK) axbipaTty
MYMKIH emMec.



* TounnouaTtel 3urotanap dernweKkTeHyaiH
OipiHLWI 6eniHyiHEH COH, YU HeMece oaaH
Ken »acylla Ty3edl Kenae eki xacywa
Ty3eal.

* KeniH 3-xacylarnbl aMOpM1oOH 2 Hemece 4-

Xacywanbifa kaparaHga
nonunaonanaHblH, Mo3ankarnbsl doopmachbiH

TV3€el.

* TpynnonanaHesliH Kanblntacybl CObIHMEH
Oipre OerneKTeHreH YPbIKTbIH
KenewlekTerl TaFrablpblH aHbIKTaUAbl.



[OureHeTukansik Tpunnonartapaa 6apnbik yLu
MNPOHYKNEYCTbIH, XpOMOocoMach! bipaen eki NontCTbl
VPLUBbIK Ty3ei kaHe bip benceHai optanbifbl bonagbi.

Oucnepmai Tpunnonarapaa OipiHWi MruTo3ablK 6eriHy
YLUMOJSTHOCThI YPLUBIKTBIH TY3iNyi apKbifbl XXy3ere acagbl.

KeniH XxpoMmocoMaHbIH aHOMarnbdbl cerperaunachbl HaKThbl
Tpunnongmnsara Hemece Mo3auKaHblH KanblnTacyblHa
9Ken COFybl MYMKIH.

Mo3saunumam (1n/2n, 2n/3n) COHbIMEH KaTap
NPOHYKIeycTapablH KanbiNnTacyblHbIH
aCUHXPOHAbINbIFbIHA 6annaHbICTel 60NMYybl MYMKIH XXoHe
BipiHWI MuTO3abIK uMknaarsl OHK pennnkauuacbiHbIH
kaTenirine 6annaHbICTbl 6OMybl MYMKIH.



* 3 npoHyKeaprsibl 3u2omadaH KalblinmacKaH Mo3auKaribl
énacmouyucma.

« D18Z1 npuueHmpomepirik 30HObI bap FISH




» AlaM YPbIfbIHbIH NONMUMNMONANACBIHBIH bacKa
doopmacskl 6bonbin TeTpannongns Tabbinaabl, O
brnactoumncTa caTbiCbiHA OEWNiIHI KeNbIp
XarFgamnapaa kesgeceqi.

TeTpannonausa gopmMachkl (HakTbl HMece
MoO3auKanbl 2n/4n XaHe, MyYMKIH, 1n/4n >keHe
3n/4n) benrici3 6onbin Kana depea,.

Ananga HakTbl TeTpannouaThl YpbIK TyblHOaFaH
bornca, oHaa MMMNaHTauus kesiHae
aNMMUHaUMsIFa yLIblpauTbIHAbIFbI KYAIK
TyAblpManapbl, OyFaH XYKTinNIKTiH 1
TPUMECTpPIHAEr YPbIKTbI KapuoTUNTey DoMbIHLLA
XXYPri3ifireH kentereH manimeTTep gonen
bonaabl.



* [InnnonAaTbI-TETPANNONATbl MO3anKaHbIH
Ken mesnwlepiHiH, nanga oonyobl
bnacTouuncTa caTbiCbiHAA agaM YPblfbiHA
ToH cunat 6onbkin Tabeinaabl (30—40 %).

* Mo3anuunsm 2n/4n Tpodobnact
XacyllacblHaarbl nonunionansauus
NPOLECIH cunaTTanTbiHAbIFLI TYpansbl
bomkam anuTbInFaH.



« [annonaTbl bnactomepnepaid, nanaa
bonybl aunnouaTbl AAPOHbIH
peayKunanbik 0eniHyiHeH TybiHOAYbI
MYMKIH.

 )XXanfbI3 rannonarbl YpblK TEK DOSLLEKTEHY
Ke3eHiHAe faHa TipkenreH (8-10
brnacTtomeprep) XXaHe nMnnaHrauyusira
OEWIHI Ke3eHHIH e3iHae onapablH
SNMMMMUHALUUACBIH pacTanuTbiH brnacTtoymcTa
caTbICblHOA Ke3aecneuail.



AHeynnouausa

XKeke xpomocomanapabliH 0K (MOHOCOMMUA)HEMECE apThbIK
(Tpucomusl) bonaTtblH YpbIKTap XpoMocomarblk aucbanaHcka ne
XXYMbIPTKA XacyLllacblHbIH YPbIKTaHYbIHbIH HOTUXKECIHOE TyblHOANAbI.

Byn KOpbITbIHALI GEnLIEKTEHreH YpbikTap MeH oounTTepaeri
opTypni aytocoma GoibIHILA aHeynnonams MeH aHeynnouanaHbIH
Xanmnbl XKWIiNiriHi4, HerisiHae TyblHaaraH.

CoHbIMeH bipre aHeynnouaTbl YpbIKTAp XKuiniri Typanbsl Kapama-
KapCblSiblK Tyablpaabl.

Kenbip manimeTttep 6ombliHLIA, BenwekTeyaiH, epTe catbiCbiHAA
aHeynnounauns xuiniri 20 % kypangbl, ananga, 40 % XeTyi MYMKIH,
an Mosaukanblk Hyckanapabl eckepeTiH 6oncak TinTi 80 % XeTyi
MYMKIH.



Mo3zaukanblk rereponinoungus

Mosawukanbik reteponnonana agam UMnnaHtaumsra oeniHri
VPbIfbIHbIH, €peKLLENiKTEPiHiH Bipi 6onbin Tabbinagmbl.

CoHbIMeH Gipre reteponnonAtbl bractoMmepnepAiy caHbl OipHelle
XacywagaH 6apnblk 9MOPUOHHbIH, XXapTbICbIHA OEWIH XKETYi MYMKIH.

AHeynnouguna HatmxkenepiH X, Y, 13, 18, 21 xpomocomanapsl
OoublHLLIA SKCTpanonsyuanan oTbipbin YL )XeHe oJaH aa Kerl
bnactomepaeH TypaTbiH 8 Xacylla caTbiCblHAa MOPONOrnsanbIK
KaFblHaH KanbINTbl 3MOpMoOHAAPAarbl XKanmnbl Xuinik 6apnbik
XUHaKTbIH 38—46 % Kypanabl, Mo3aukarnbl aMopuoHaapabIH XKMiniri
80 % kypauabl.

Erep byn bomxkay keneci septreynepae fsnengeHce, oHaa 10-12-
KacyllanblK KeseHre aeuiHri xpomocoMarnblk Mo3ankanap agam
VPbIFbIHbIH KarnbiNTbl AaMybIHbIH epeKLLEniriH KepceTeai.

Ounpan 6onca, aMbpuoHangbl AamMyablH KEWiIHIT Ke3eHaepiHae XaHe
nocTHaTangdbl keseHae TipkenreH Mo3aukanap 6nactoMmepnepaid
OeniHyi kesiHOe MUTOTKKanbIK XpomMocoManapabiH AypbIC
cerperauusachiHbIH XofanyblHa anbin KeneTiH - MyTauuackl reHaepAl
i3geyre AereH Kbl3bIfyLWbINbIKTbl Tyablpagbl..



NamyabiH nocTUMNNaHTAUMANbIK Ke3eHaepi

* Agam amMbpuoreHesiHiH, NoCTUMMMaHTaUUSASbIK
KeseHaepiHaeri xpomocomarnblk abeppauusra
capanTtama Xacay YLIH CNOHTaHObl XXaHe
MeaununHanblk abopTyCcTblH MaTepuansl
KongaHblnagbl, COHbIMEH KaTap Aamy yciHAaeri
XYKTINIK Ke3iHaeri npeHartanbabl AgnarHocTuka
)Kacay MakcaTblHAaA arnblHFaH XOpPUOH bruonTaThl
KongaHblinaabl.

* OcblHOan cblHamanapaaH TaobinfFaH
XpoMoOcoManblk abeppaunsiHbIH, XWiniri MeH
CNeKTpI Typanbl ManiMeTTepaiH anblipMallbiNbIfbl
KaTTbl bankanagbl.



« XX facblpablH 60-XblngapbiHOa opbiHOanNfFaH
3epTTeynep apKblibl retTeponnongnsHbiH
XKOFapbl KOPCETKILI CrioHTaHAdbl abopTycTapabl
KapuoTuUnTey KesiHae TipKenreHairi aHbiKktangbl.

* byHOoan matepuanga XpomMocomarnblK
abeppauusa xuiniri 70 %-gaH ga acybl MYMKIH.

 XXannbinanraH manimeTTep bonbiHwa 10-wwbl
anTtara gewiH abopTtTtanfaH ypbIK
MaTepuanbiHOarbl XpoMocoMarnblk abeppauns
xuiniri 65—-70 %, an 12-antara oeniH — 35-45
%-0bl Kypanabl.



OamyabiH 9pTYypni caTbICbiHAAFbI CNOHTAHAbI
XPOMOCOMarnbIK aHOManUsAHbIH CNEKTPi

« Xpomocomarnblk abeppaunsaHblH KEH ayKbiMAbl CNEKTPI
OamMmyablH epTe, UMNaHTaumanadyra geuiHri catbiCcbiHOa
aHbIKTanabl.

* BereKkTeHreH ypbIKTblH LUTOreHeTUKarnbIK
capanrtamachl kesiHae ambpuoreHesain
NOCTUMNNaHTaUMANbIK Ke3eHiHAe (rannonaus,
TETpanIonamns, MOHOCOMUSHbIH 8pTYpIi Typrepi). cupek
Ke3OeceTiH HemMece KeagecnenTiHaepiH Koca ecenTemn
OTbIpbIN, 6apnbIk Oenrini xpomocomMarnblk aHoManuanap
aHbIKTanabl,

* byn gereHimia, kKapmnotuni ocbiHAan 3akbiMaaHyra
yliblparaH ypblKTap TipLUinik etyre kabinercis xaHe
MMMNaHTauus yakblTbiHAa HEMECe 0faH KeliH
anUMUHaumanaHagpl.



AyTocomanap TPUMCOMMUSACHI

[TocTumnnaHTaunanelk keseHaepae 1 xsHe 19
XpoMoOcoMa TpnucomMmuacbiMeH Oip ae Oip ypbIK
TIPDKENMEreH.

byn xpomocoma 6oublIHLLA TPUCOMUS
NoCTUMNNAHTaAUUANbIK AaMyMeH MyngemM CanKec
Kenmena,.

Ananga, 1 TpucomusinbiH Biperen xxarganbl
DenleKkTeHreH ypblKTap apacbliHOa aHblKTarnfaH
bonaTtblH,AfHM onapablH Aamybl 10 bnactomep
caTbICblHa OEWUIH MYMKIH.

KeuiHri catbinapga MyHaamnm ypbikTap enimre
yLiblipaybl MYMKIH HeEMece 0Cbl XPOMOCOMaHbIH
ancbanaHcbiMeH bnactomepnepaiy
ANTMMMHaUUACKlI 6onybl MYMKIH.



Koc Tpucomusanap

o XYKTINiKTIH 10-anTacbiHa OEWIHTI
CnoHTaHAbl abop XXafganbiHOa ap Typn
XpoMocoMa O0oUbIHLLA KOC XaHe VLU
TPUCOMUAHBIH, XWUINIri XKOofapbl 6onbIN
Keneail.

» KenTereH xafgannapna, XxpomocomagaH
TbIC Ofnapfa KaTblCaTblH KOC TPUCOMUSA
netanbai 6onbin Tabbinagebl.



KbIHbIC XPOMOCOMACbLIHbIH ON- XX8HE TPUCOMUACHI XKUi OONbIMN
Tabbinaawbl.

[an ocbl xarfai reHeTvKanblk XxafblHaH ManiMeT bepyae KMblHAbIK
TyFbl3adbl , SFHW KONaWnnbl aHTeHaTanbAi 0omKaM XeHe TyblFaHHaH
KeWiHri TipwinikneH cenkecTinik ypbiktapaarbl XYY, XXY, XXX
aHeynnougusacbiH aHblKTay KesiHaeri Meanko-reHeTuKkanbik
VCbIHbICTapAbl KypaeneHaipe Tycea,.

47,XXY KapuoTuniHe e ypbiktapablH 55,3 % xaHe 47,XXX
KapuoTtuniHe ne ypbiktapabiH 70 % kaTblp iLWinik AaMmyabl askTayra
kabineTTi bonbin TabbinfFaH kesae, 47,XYY kapuoTuni YpbIKTbIH
TipLWwinik kabineTTiniriHe acep eTNEeNTIHAINH eCKepy KaxeT.

CoOHbIMEH Oipre, XYKTIMIKTIH KEeWiHr ke3eHaepiHAeri CnoHTaHab!
Y3islic bIKTUMangblfblfbl XXofapbl 6bonca, Tpunno- X gamyna
bankanmangbl (CnoHTaHAbLl abopT apackiHga Oy aHOManus cupek
kesgeceni — 0,1-0,2 %)



MoHocomusa

MoHOCOMUAHBIH XaTbIp iLWiNiK )XaHe NnocTHaTanbai AaMyMeH OipikkeH
BipaeH Bip dopmackl — X MOHOCOMUSACLI BonbIn Tabblinagbl.

EpTe keseHaepae >kanfbl3 X-XxpoMocoMacblHbIH ke3aecyi bipTiHaen
eniMre anbin KeneAi - cnoHtaHabl abopT apackiHaa 45,X
YPbIKTaPbIHbIH XWiNir eH Xofapbl bonaabl xeHe on wamameH 10 %
xeteani.

Mo3sanumnsm X/XX npeHaTtanbii guarHoCTUKaHbIH eH Kypaeni
MoacenenepiHiH 6ipi 6onbin Tabblinagbl.

Lintotpohobnact xacywacbiHaarbl X MOHOCOMUSICbIHbIH JKUINIriHiH
KOFapbl O0Nybl amMHMOUMT XacyllanapblH HeMece KiHAIK KaHbl
NMM@POUNTTEPIHIH, KAPUOTUNTEPIH KOCbIMLLA 3EPTTEY KEPEKTIrIH
aHfFapTagbl.

Anaviga, TinTi ypblk numdounTtiHae 45,X KapuoTunTi XacyLlanapAblH
eTe a3 YNeciHiH 63i eMipre cay Kbi3 6aJ'IaHbIH, TyblnyblHa Kenin 6ona
anmangbl.



NMonunnovaus

[MonunnonguaHbiH, XKaTbIp IWIiNIK gaMyMeH COKeCTIr
apgamaa Tek 69,XXX xsaHe 69,XXY Tpunnonaunsa TypiHae
bonaasl.

9p0bip 10- cnoHTaHabl abopT TpmunnouaTbl 6onbIN
Tabbinagbl.

EpTe Ke3seHaepae ocbiHAAW eniM Xafaan »Kofapbl bosiFaH
Kesae TPUNMNonansSHbIH XUINIri KapKbIHAbI XKYKTINIK
kesiHae »xofapbl 6osnbin kepiHeai (0,25 %).

bi3aiH 3eptTeynepaeri TpunnonansiHbiH, 14 xxaroanbiHbIH
6-ybl XYKTINIKTIH || TpMMecTpiHaOe aHbIKTanAbl.

Mo3saukanblK Hyckanap 2n/3n aHblkTanvasl, ananaa
onap 6acka 3epTTeyLlinep 3epTTereH Xartblp iWinik
OamMyablH 8pTypni caTtblnapbliHAa Tipkenal.



KopbITbIHAODI

« AyTOCOMa MOHOCOMUSCHI , Fannouausi, TeTpannonaus
CUSAKTbl XpOMOCOMarbIK aHOMaJ'II/IS:IHbIH, KenTereH Typrepi
TeK KaHa JamyblH MMMnaHTaumsanayra geuiHri
caTbiCblHOA Ke3aecen;:

* [locTUMnNaHTaunansik amMmyablH sapTypni
caTblflapbliHAaFbl caHOblK XpoMocoManblk abeppauus
CNEeKTPI Xannbl eni TyblnFaH Hemece Tipi
TyblfFaHQapaarbIMeH CoMKec Kenepi; netansai 6osbin
TabbinaTtbiH Kendip Tpucomusanap (Tc2, Tc3) Tek
9KCTpasMbpuoHAbIK ynnanapaa Tonblk oopmaaa
kesneceni, backanapsbl Tc7, Tc20, Tc22) nnaueHTameH
LLIEKTENIMN, XXeKe HemMece YpblK MyLLenepiHae Kkesgecyi ae
MYMKIH;

« Cybnetanbai TpucommnsaHblH (Tc13, 18, 21) kebi
9MOPUOHBIK XKOHE 3KCTPasaMbpuoHAbIK ynnanapbiHaa
TONbIK doopMa TypiHOe Kesnecea,.



