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IIAaH AekiMin:

Kapuorun. Mamorpamma.

[lmroremermmueckur metoA. | lokazagusa K
KAPUOTHUIIIPOBAHUIO.

Kaaccndukarmsa HaCAEACTBEHHBIX OOAE3HEM:
- HAPYIIICHUA B CHCTEME AyTOCOM

- HAPYIIIEHNUA B CHCTEME TTOAOBBIX XPOMOCOM
- CTPYKTYPHBIE H3MEHEHUSA XPOMOCOM

IloroBou xpomaruH. | lokasanus
HICCACAOBAHUIO IOAOBOI'O XPOMATHHA.

buoxmmvmaeckn MEeTOA TEHETHKI YEAOBEKA.
Kaaccuduxarmsa O0Ae3HEN OOMEHA BEIIECTB.
I'enoxonnm, (peHoKOTINM.



Kapuorun. MManorpamma.

XPOMOCOMBI, KAaK WHAUBHUAYAABHBIC CTPYKTYPBI CTAHOBATCH
AOCTYIIHBIMH B IIEPHOA ACACHUA KAECTKH B PE3YABTATE
3HAYNTEABHOTO VKOPOYEHHsA U yroAmeHusa. Hamboaee
VAOOHOU AAfl U3YUECHUA ABAAETCA CTAAWA MeTadhassl MUTO3a,
KOI'A2 XPOMOCOMBI HAHMOOAEE CHHUPAAV3OBAHBI M HAXOAATCH
HA 9KBATOPE KACTKHU.

Kapuomun — AVTIAOUMAHBII HAOOP XPOMOCOM KAETKH,
XAPAKTCPHUIYIOIIUIICA KOATIECTBOM, BEAMINHOMN U (DOPMOM.
Houozpamma — CUCTEMATH3UPOBAHHOE HN300PAKECHIE
KAPUOTHUIIA,  TA€  XPOMOCOMBI  IPOHYMEPOBAHBI B

COOTBETCTBHH C UX BEAHMYINHOM, (POPMOI M PACIIOAOKEHUIO
IIEHTPOMEPHL.



Kapuorumn xKeHImuHbI (46, XX)
Kapuorun myxuunsi (46, XY)
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IL{HnroreHeTnueCKNM METOA — UCCAEAOBAHUE
KOAWYECTBA B CTPYKTYPbI XpPOMOCOM

MeTOoABI N3YUEHUA XPOMOCOM:

[IpamMonn MeTOA — HCCACAOBAHHE KAETOK
KOCTHOTO MO3Ta (HUCIIOAB3YETCH PEAKO)

Hempsamble MeTOABI: HCCACAOBAHHE KPOBH,
prOpoOAACTOB KO, KACTKH
A0OPTHUPOBAHHOTO ITAOAQ, HEKPOIICHSA
OpPIaHOB.



Iloka3zaHuA K KapUOTUIINPOBAHUIO.

MHO)eCTBEHHBIE BPOKACHHBIC IIOPOKHA
pPa3BUTHUA
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_pHBquHbI€ BBIKMADBIITIIT

I QeAHcp(pepeHHHpOBaHHbIe OAHrocppeHHH
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I loao3penme HA ceMENHYIO TPAHCAOKAITHAIO

1 ]

pEHATAABHAA AWATHOCTHKA Yy OEpPEMEHHON

KEHITTIHBI IIOCAE€ 35 AeT (mAm myxa mocae 45
AET)

VTounenue ANATHO34 HpI/I HﬂpYLH@HHI/I B
CUCTEMC ITIOAOBBIX XPOMOCOM



Kaaccudukarmsa HaCAEACTBEHHBIX 0OAE3HEM:

HApPyIIIEHNUA B CUCTEME AyTOCOM:

1. Cumapom tpucomun 13-15 mapsi(l laTay)
2. Cuaapom tpucomun 16-18 mapur (DaBapAca)
5. Cmaapom Tpucomnu 21 maper (AayHa)

4. CHHAPOM TPHUCOMHU 3 IIAPHI



Cunapom AayHa Cunapom Tpucomuu 8




CunapoMm DaBapAca Cunapom Ilaray

downsyndrome®atiua




Karaccudukarmsa HaCAEACTBEHHBIX 0OAE3HEM:

HapymeHI/I}I B CHUCTCMC IIOAOBBIX XPOMOCOM:

Cuuapowm Llepemresckoro — Teprepa (45, XO0)

Cuuapom Kaamrdearepa (47,XXYV; 47, XVV; 48, XXVV;
49, XXXYV)

Cuaapom tpucomuu X (47,XXX)



C. IlepenreBckoro-TepHepa C. Kaaitadearepa
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Karaccudukarmma HaCAEACTBEHHBIX 0OAE3HEM:

CTPYKTYPHBIC U3SMCHCHNA XPOMOCOM

AeAenus KOPOTKOTO IIA€YA 5 XPOMOCOMBI — CHHAPOM KOIITAYbETO
KpHKa

Aeaermsi KOPOTKOro ImAaeda 4 XpomMOCOMBI — cHHApPOM Boabda-
XHUPIIXOPHA

TpancaokanmoHHBIET cuHAPpOM AayHa — TpaHcAoKarmusa 21
XpPOMOCOMSBI Ha 15.

AeAenmsa AAMHHOTO Aeda 21 XpoMOCOMBI — ACHKO3.

AYITABKAITIA KOPOTKOTO ITA€YA 9 XPOMOCOMBIL.

Aeaemmmss 15  xpomocomsr — ¢ Ilpaaepa — Bumaam.



c. Ilpaaepa-Buaan  c. komiaubero Kpuka




IloaoBOU XpOoMaTHH.

1949 r M. bapp u Y. beprpam — oxparrrennoe
TEABLIE B IAPAX HEUPOHOB y CAMOK.

IloaoBoOM xpomMaTuH (Teabite bappa) —

MHAKTUBUPOBAHHAA X-XpOMOCOMA (OAHA U3
ABYX), HAXOAAIIIAACA ITOA AIAEPHOM OOOAOYKOH B
BIAE OKPAITIEHHOTO TEABIIA B AFOOBIX KAETKAX Y

CaMOK. Y CaMIIOB OAHA X-XPOMOCOMA,
CAEAOBATEABHO TeAen bappa Her.



Iloka3zaHnAa K HICCAEAOBAHUIO IIOAOBOIO
XpOMATHHA.

* lpenaranbHas AMATrHOCTHUKA IIOAQ
* Hescen moA HOBOPOKAEHHOTIO
* Heanddepernrmposannas oaurodpeHus

* Ilepsrunan amenOpeA

* Hapymrenusa MeHCTPyaAbHOIO ITUKAA

* becriaoane y MyKYMH U KEHIITUH



buoxnmMmuyecKkum MEeTOA
r€HETUKU YEAOBEKA.

brnoxmmmdaeckne METOABI HATIPABACHBI HA
BBISIBACHIE ITATOAOTHYECKUX META0OOAUTOB
BHYTPU KAETOK ¢ BO BHEKACTOYHBIX

KIAKOCTAX, OTPAKAFOIITIX CYIITHOCTB
HACAEACTBEHHBIX OOAE3HEN OOMEHA
BEITIECTB (reHHBIC AU TOYKOBBIE

MYTAITHN).



Karaccudukanua 0oae3Her oOMeHa
BEIIIECTB:

boaesunm oomena ammaOKIICAOT (PKY)
BoaAesam oomeHa yrAeBOAOB (CaXapHBIT AHA0ET)

boaesun oOmena xxupos (cemeriHas
TUIIEPXOAECTEPUHEMUSA)

boaesnn coeanruTeapHOM TKaHT (c. Mapdana)

BoAesan ooOMeHa MOHOB 1 MIHEPAAOB
(MYKOBHCITHAO3)

BoaAesHm oOMeHa cTepOHAOB (AAPEHOTEHUTAABHBIN
CHHADPOM)

BoAesnn obmena OeakoB (MuoaucTpodun,
IeéMOTAOOMHOITATHH)



buoxmMmnueckue METOABI: KIAKOCTHAS
xpomaTtorpadus, MaCC-CIIEKTPOMETPHA,
MATHUTHAS pE30HAHCHAA CIIEKTPOMETPHA,
OOMOAPAMPOBKA OBICTPBIMI HEMPOHAMH.

OO0OBeKTbl _OMOXMMHUYECKHX _METOAOB: MOYA,
IIOT, ITAA3Ma U CBIBOPOTKA KPOBH, (DOPMEHHBIC
9AEMEHTHEI KPOBH, KYABTYPBI KAETOK.

ABa YPOBHA OMOXUMHNUYECKOU AMATHOCTUKU:

1 IIEPBUYHBIN (MacCOBBIU CKpI/IHI/IHF>

2 YTOUYHAIONTNHN ( CEACKTUBHBIN CKpHHHHr)



* MaccoBBIII CKDUHUHT — BEIABACHHUE AUIL C
HAMOOAEE YaCTO BCTPEUAFOIITIMUCH
HACACACTBEHHBIMH 3A00AEBAHUAMI CPEAU
3A0pOBHIX ArOAcH (DKY, anOmMaAnn paszsurTuA
HEPBHOU TPYOKH, O0AE3HD AayHa, BPOKACHHBIN
TUIIOTUPEO3, AAPEHOTEHUTAABHBI CHHAPOM).

* CeAeKTUBHBIN CKPUHUHT — IIPOBEPKA
OMOXMMHYECKAX AHOMAAUU OOMEHA §
ITAITIEHTOB, ¥ KOTOPBIX ITOAO3PEBAIOT T€HHBIE
HACAEACTBEHHBIE OOAE3HI.



CKpuHUHT - TECTBI

[Tpoba Peannra — Ha HEHNAKETOHYPHIO

[Tpo6a CeanBaHNOBA — HA PPYKTO3YPHIO

[Tpo0Oa Ha TAAAKTO3Y B AAKTO3Y

[Tpoba CyAakoBmYa — Ha KAABITHH

| —

[Tpo6a HA MYKOIIOATCAXAPHABI

| —

[Ipo6a Ha TAFOKO3Y

| —

[Tpoba Ha kpeaTnHUH. ..



I'enokxomnun, dpeHOKOINN.

* I'eHOKOIMM — CXOAHBIE U3MEHEHUA (DEHOTHIIA,
OOYCAOBACHHBIE MYTAITAAMH PAa3HBIX HEAAAECABHBIX
I€HOB, T.€. PAa3HBIE 3a00ACBAHUA HPOABAAIOT CEOA
denoTnImueckr  CXOAHO (  pa3sAWgHBIE  (DOPMBEI
reMOpUARH, cAaboymus, Tpucomuu [latay m Dasapaca
1 T.A.)

D eHOKOIIUY — N3MEHEHUS, KOTOPBIE ITPOUCXOAAT ITOA
BAUAHIEM (DAKTOPOB CPEABI, OKA3BIBAIOINHUX BAWAHHE
HAa IIpollecc pasBuTuA nOpusHakoB. OHEH  MOryT
KOITUPOBATh IIPU3HAKN, XAPAKTEPHBIE AAfl  APYTOTO
T€HOTHIIA, HE HACACAYIOTCHA (M3MEHEeHHA (PeHOTHIIA Y
IIAOAA  IPH  IOPAKEHHH  BHPYCOM  KPACHYXH
UMMHUTHPYIOT CXOAHBIE H3MEHEHHUs TIE€HETHYECKH
OOYCAOBAEHHBIX AHOMAAUN U YPOACTB).




baaroapapro 3a BHUMaHUME



