Il eHeTHKA
XPOMOCOMHbBIE 00JIe3HH




XPOMOCOMHBIE BOJIE3HMU — 60J1e3HmM,
pa3BUTHE KOTOPHIX 00YCJI0BJIECHO
M3MEHEHUEM YHCJIA WIN CTPYKTYPbI
XpPOMOCOM, TO €CTh HApyIIeHHEM
KapuOTHUIIA

KAPUOTMUII - coBokynmHoCTH XpOMOCOM B

COMATHYECKON KJIeTKE, XapaKTepUu3yrIinasaics
YHUCJIOM U CTPOCHHUEM



B HOpMe 1r00as coMaTnyecKas KJIETKa

COACPKUT AMILJIOUJIHBIA HA00P XPOMOCOM
(2n=46): 46, XX n 46,XY

®parmeHT MeTadazHON MIIIACTUHKHU
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13

19

14

20

15

21

16

10

22

17

11

12

18

23

JIMIIIIOMIHEIM HA0OP
BKJIFOUAET:

23 mapbl XpOMOCOM,
13 KOTOPBIX
22 mapel — ayToCOMbI

| mapa — moJioBbIE
XPOMOCOMBI

Ha ¢ororpadpuu — uiuorpamma

(packiajka map roMoJoroB Io
MOPSIKOBBIM HOMEPaM )
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[ameTbl coaepXkaT

ransouaHbIn Habop xpomocoMm (N=23):
22 ayToCOMbI + 1 MONOBYIO XPOMOCOMY



1888 rox

I'enpux Buabreabm
Baabaenep

(1836—1921)

BBEJI TCPMUH
«XPOMOCOMAY JIJIS
0003HaYEeHU
OKpAaIllEHHBIX
HUTEBUJHBIX CTPYKTYD,
BUIUMBIX B XOJIE
MHUTOTHYECKOTO JCIICHUS
KJIETKU.



1903 rox

Y. CotroH u T. boBepu nnpuxoasr k
BBIBOJTY, YTO XPOMOCOMBI SIBJISTFOTCSI
HOCUTEJISAMHU HACJIEICTBEHHOU
MH(pOpMaIlMi — T'€HOB.

OTO OTKPBITHE JIETJIO B OCHOBY HAYYHOTO
HaIIPaBJICHUSI, U3YYaIOIIETO XPOMOCOMBI
4eJI0BEKa B HOPME U MPU MATOJIOTUH —

MU TOTCHCTUKU
' _
(TR 5380 3
IR R TRRT: PES) yon
LRI LU (1862 - 1915)
Mot £F dr Wi HEMEIIKUA

LI | BEPTR Y '_" | IUTOJIOT ¥ AIMOPHOJIOT.



paparacci

1924 ron

JIeBUTCKUM T'puropmii AnapeeBuy
(1878 — 1942)

CO3/1aJ1 IEPBOE PYKOBOJACTBO IO
MaTepruaJIbHbIM OCHOBaM
HACJICJICTBEHHOCTH. TpyaamMu 3TOro
YYEHOTO MO0 MCCIEA0BAHUI0 MOP(OIOTUU
XPOMOCOM OBLIN 3aJ105KEHBI OCHOBBI
MHUPOBOU U OTEUYECTBEHHOU
[IUTOr€HETUYECKUX IIIKOJI.

ITozxe B nuckyccusx ¢ C.I. HaBammHbIM
u JI.H. Jlenone OblJIM BOEPBBIC BBEACHBI
TEPMHUHBI KKAPUOTUIDY U «HUIUOTPAMMa))

(1931).



=N N
I ERENEGELINRD

SITHEEN
SN

« MINOI'PAMMA - cxemMaTu4. U300paK€HUE TarjIOuIHOT0 Habopa
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1928 roa

OIUH 13 OCHOBATEJIEN T€HETHUKH B
Poccun, cozgarens MucTuTyTa
KCIIEPUMEHTAIbHON OMOJIOTHH B
MockBe, opranusarop u IjiaBa
Pycckoro eBreHm4ecKkoro ooIecTna,

aBTOP MJIEM MaTPUYHOI'O CUHTE3A.

[IepBbIM CHOpMYIHUPOBAII TUIIOTE3Y O

Kouanmon
A MOJICKVIIADHOM CTPDOCHHUHU U
Huxoaan 4 I?, P
ManI/I‘IHOI/I pGHpOI[YKI_[I/II/I
KoHcTaHTMHOBHY

(CaMOyJIBOCHUH ) XPOMOCOM
(1872 — 1940)



1931 roa

bap0apa Mak-KiimHTOK —

AMEPUKAHCKUN  YUEHBIN-IUTOTEHETHK,
naypear HoOeneBckoli mOpeMuu IO
(du3uonoruu u meaunuue (1983), aBrop
MHOXECTBA (yHIaMEHTaIbHBIX
OTKPBITUM B [IUTOTECHETUKE, B UX YMUCIIE
pEeKOMOMHAIHS HACJICICTBEHHOU
MH(bOpMaLU B pe3yybTare
KPOCCHUHIOBEpA, OIHUCalia (PU3NUECKHUE
CBOMCTBA YUYaCTKOB XPOMOCOM,
ITOKa3ajia pojb TEJIOMEP U LIEHTPOMED.



KpoccuHroBep — 00OMeH rOMOJIOTHYHBIMM JTIOKYCaMH MEX Y
TOMOJIOTUYHBIMHA XpPOMOCOMAaMHU BO BpeMsI KOHBIOTallu! B
npodasze I merio3a.



IIpoxodneBa-benbrosckas

AJlekcaHapa AJieKceeBHa
(1903 — 1984)

Crosiy1a y HICTOKOB IUTOTEHETUKHA
yejaoBeka B CCCP, ujieH-
koppecnonaeaT AMH CCCP.

3aBegoBasa Jad0paropuei
IIUTOTCHETUKH YCIIOBEKA B

NucTUTYyTE MOP(OTOTUHN YEJIOBEKA
AMH CCCP.

ABTOP KOHLENIIUA ACHHXPOHHOIO
(OYHKIIMOHUPOBAHUS XPOMOCOM B
KJIETOYHOM SIJIpe.

ABTOp MOHOTrpaduu
«l eTepoxpomMaTuieCKUe panoOHbI
XPOMOCOMY.



1956 ron

Tuito u JleBaH BepBbI€ YCTAHABIUBAIOT YHUCJIIO
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XPOMOCOM Yy YEJIOBEKA B HOpME - 46

C 1961 no 1973 Ansbept JleBan ObLI
npoeccopoM KIIETOUYHON OHMOI0THH
yHuBepcureTa B JIyHae, rie
PYKOBOJIUJI JTaOOpaTOPUEH paKOBBIX
XpoMocoM MHCTUTYyTa Fr€HETUKH.
M3BeCTEeH Kak COaBTOP AOKJIAIa OT
1956 roga, B KOTOPOM TOBOPHUTCS UTO Y
monent 46 xpomocoM (paHee
CUMTAIIOCH YTO UX 48), KOTOpPBIU
caenad Joe Hin Tjio.

AabOept JleBan
(1905 — 1998)



CTpoeHune nHtepgasHou
XPOMOCOMBI A — monekyna [1HK

: _ b — HykneocomHasa HUTb
T (AHK + ructoHoBbIE KOPbI)

=5 | B — HykneocomHas

A i f
i) ?,;433 m]j%ﬂﬁgﬁz ;ﬁ):ﬁzr'l, [0 domnbpunna

[ ] @ [ — netnu doubpunnbl
o8I5S TSt -
o} SEIEE_SSNSt a laco e — XpOMOCOMa U3 2-X

i mr SR XpomaTtua



CTpoeHne metaasHon XpOMOCOMbI

1 — xpomarua

2 — LEHTpOMEPA

3 — KOPOTKOE€ MJIEYO
4 — MIIUHHOE IIJIEYO

0,2-20um




CTpoeHne metagasHon XpOMOCOMbI

Xpomocoma
XPOMATHALI

URHTPOMAPA

§ ol 1 — MeTaLeHTprYeckas

/////Qﬁfﬁf XpOMOCOMa
|

2 — cybmeTaLeHTpnyeckas
XpoOMocoMa

=

.j...
TenoMepa J}g

3 — aKpoLleHTpuH4YecKas
Xpomocoma




Knaccnpurkanus xpomocom uvesoBeka ([lenBepckasi, 1960)

I'pynma Howmep no XapakTepuCcTUKa XpoOMOCOM
XpOMOCOM KapuOTHITY
A(D) 1-3 1 u 3 — kpyIHBIE METALIEHTPUYECKUE

2-KpymnHas cyOmMeTaleHTpudecKas

B(I) 4-5 Kpynnbsie cyOMeTalieHTpudecKkue
C(I1I) 6-12 Cpennue cyOMeTalleHTpUYEeCKUe
D(IV) 13-15 CpenHue akpoLEHTPUYECKUE

E(V) 16-18 Menkue cyOMeTaleHTpuYeCcKre
F(VI) 19-20 Camble METKHE METAlCHTPUYCCKUE
G(VID) 21-22 Camble MENKHE aKPOLIEHTPUYECKHE
X(VIII) 23 Cpenusisi cyOMeTaleHTpUIecKas

Y 23 Menkas akpoueHTpruIeCcKas




MuTtoTnyeckmm unkn
NHTepdasa (G,) [Tpodhasa MeTadgrasza

Centrosomes » Spindle poles Kinetochore

/]
Sistar
chromatids

AHadpasa Tenodgasa NHTepda3sa (G,)

Cleavage
furrow
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| MeoTHnyeckoe geneHve —

K NOStocam OT KaXkaou
napbl FOMOSTOMUYHbIX
XPOMOCOM pacxoaaTcs
XPOMOCOMbI

\ Il MeoTUUYECKOE AeneHue —

K NMOJ1I0CaMm

y,
-\ PacxogAaATCA XpomMaTtuabl

i (no TNy mmntosa)



Yacrora XpOMOCOMHBIX AHOMAJIMH YEJI0BEKA

PaHHMe gonmnnaHTaunoHHbIE NOTepn — OKOMo 50%
CnoHTaHHbIe BblknabIWn — A0 70 %
MepTBOpOXaeHHble — 5 %
BpoXaeHHble Nopokn pasButud —4 — 8 %
MHoxecTBeHHble Bl'l 1 ymcTBeHHada otctanoctb — 5,5%
MnageH4yeckas u geTtckasa CMepTHOCTb— 5-7%
YMCTBEHHada OTCTanocCTb

Q<20 - 3-10%

1Q 20-49 - 12-35%

IQ 50-69 — 3%
My>xckoe becnnoaune - 2% (4o 15% B rpynmne ¢ a3oocrnepmMmnen)
HapyLieHuna nonoson ANpdepeHUNpPoOBKN — 25 %
HapyweHus nybepTaTHOro pa3sntuda y oeBodek — 27 %
[1pnBbIYHOE HEBbIHALLMBaHNE DepeMeHHOCTU —5 - 8 %



Kiaaccupurkanuss XpoMOCOMHBIX AaHOMAJIUA Y YeJI0BEKA
I TreHoOMHBbIEC MYTAIIUM - U3MEHEHHE YHCJIA XPOMOCOM

° NOJIMILJIOUIUA -2n+n
. aHeyrmionausa -2n=x1

II XpoMocoMHBIe MyTalluM (adeppanumn) —
U3MEHEHHEe CTPYKTYPbI XPOMOCOM.

Henenus (del) — moreps yuacrka XpoMoCOMBbI
e Jlyniukanus (dup) — yiBoeHre y4acTKa XpoOMOCOMbI
e MuBepcuda (inv) — moBOPOT y4acTKa XpoMocombl Ha 180°

e Tpancaokanus (t) — npucoeTUHEHNE YYACTKA WM LEJI0H
XPOMOCOMBI K IPYIrO# XpoMocome.



Homnaonans — YBEJIMYECHUE YUCIIa XPOMOCOM

Ha BEJIMYMHY, KPaTHYIO rarjaougHOMYy Ha0opy
XpOMOCOM (2n+n)

Y 4denoBeKa ONMMCAHO JABa BUAA HOIUILIOM NN
Tpumaouaus (3n=69 xpoMocom)

Terpamionaus (4n=92 xpoMoCOMBI)

IIpuYMHBI:

TOTAJIbHOE HEPACXO0KIAEHHME XPOMOCOM B TaMETOI€HE3E Y
pOAWTEICH, B pE3ydbTaTe 4Yero (QopMUPYETCS aHOMaslbHas
ramera, coaep:kamas 46 niu 69 xpomocom

OILJIOAOTBOPEHHUE AUTEKIIETKN IBYMSI WU TpEMS
CIIEpMAaTO30M1aMH1



AHeyIlJIOI/II[I/IH — M3MCHCHMC 4YHCJIa XPOMOCOM

HA BEJIWYUHY HEKPATHYX TAIUIOUIHOMY YHUCIY
XPOMOCOM

0 Monocomus 2n-1
0 Tpucomus 2n+1
0 IMoaucomusi - HaIWYHE ABYX WA TPEX

100aBOYHBIX MOJOBBIX XPOMOCOM (47,XXY, 48, XXYY)



AYTOCOMHBbIE TPUCOMUN

0 CyonetanbHble 8,9, 13,18, 21, 22
(OoXoOAaT OO0 POXAEHUA)
0 NetanbHble 2—7,10, 14, 15

(ocTaHOBKa Ha 2 — 3 Heferne
BHYTPUYTPODOHOro pasBuTuUsa, aHaMOPUOHUS)

0 Oco6o netanbHble 1,11 -12, 17,19 -20

(rmbenb Ha nepBOW Hedere pasBUTUA OO0 UMMTaHTaUNu,
HUKOrga He OblNn AnarHOCTUPOBaHbI Aaxe y abopTycoB)



OO01ue 3aKOHOMEPHOCTH
KJIAXHUYECKOT0 MPOsIBJICHUS
AYTOCOMHBIX CHHIPOMOB

|

[IpeHaTaabHas TUIIOTPODU,

| mopoku pa3BHUTHUS ABYX U 00JICE CHCTEM,

| BBIpa)K€HHAs 3aJepKKa IICHXOMOTOPHOTO Pa3BUTHUS,

L]

MHOTOYHCJICHHBIE MUKPOAHOMAJIMH (JIM3MOP(PHN)

L1

OrpaHUYCHHAs NPOAOIKUTEIbHOCTD KU3HU
OOJIbHBIX.



Cunapom /layna —
TpucoMus mo 21-u
XpOMOCOMe

[lonynAnmonHas yactora
1 : 700 HOBOPOXACHHBIX

Ml : XK1
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BriepBbie onucaj CMHIPOM
/layHa mox Ha3BaHUEM
«MOHTOJIOMTU3M).

BepHO ycTaHOBHII, YTO
NAHHBIA CHHAPOM SIBJISACTCH
BPOKAECHHBIM, HO OLIIM0OOYHO

CBSI3BIBAJI €r0 ¢ TY0OepKYJIe30M
poaMTeIeH.

B 1887 roay /layn u3zgas

MoHorpadur «llcuxuyeckue
Moxon layn 3a00JieBaHNsA AeTell 1

(1828 — 1896) houpdct o,



JIexkeH 2Kepom
(1926 — 1994)

IlepBbIN 3aBE YOI

kadeapon PyHIaMEHTaIbHOM
TCHECTHUKH

BO dpaHIMK, YIEH MHOTHX
aKaJIeMHUN, 00J1a1aTeIs> OOIBIIIOTO
KOJIMYECTBA HAYYHBIX Harpaj.

B koH1ie 50-X TOO0B OTKPBLI, YTO

npuurHoOu 0oJie3Hu JlayHa

ABJIISIETCS TpUcOoMuUs 21,

32 YTO OBLI HArpaXJACH IPEMUEH
Kenaunenu B 1962 1.



LiuToreHeTuyeckme BapuaHThLI
cuHapoma

[ IIpocTas Tpucomus — 95%
0 TpancjaoxkanmoHHbIH BapuaHnT — 3%
[ Mo3anunbiii Bapuant — 2%



IIpocTasi Tpucomus - B MeTadazHou
MJACTUHKE 47 OTIENIBHO JICXKAIX
XpOMOCOM,

13 KOTOPBIX TpH 2 1-bIX
47,XY(+21)
47,XX(+21)
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[TpnynHa poxgeHuns pedbeHka c
perynsapHou tpucommen 21 —
crly4yanHoe HepacxoXxXaeHue XpoMocom

no 21 nape B rameTtoreHese y ogHoro u3
poauTenen, Yawie y matepu.

dakTop pmucka — Bo3pacT maTepu
(KPUTUYHBIN BO3pacT — 35 NeET)
[TOBTOPHBLIN PUCK - MMHUMANbHbLIN



TpaHCNOKaUMOHHbLIU BapUaHT

Hannyne B metadpase 47 xpomMocom, U3
KOTOPLIX TP 271 XpOMOCOMbI +
TpaHCNoKauug, TO eCcTb cuenneHne aByx

XPOMOCOM
47,XX(XY),t(14/21) + 21

OOuH U3 poauTenen — HoCUTernb

cbanaHCcMpPOBaAHHOWU TpaHCIIOKaLnn

[MporHo3 HebnaronpuUATHbLIN



Mo3anyHbi BapuaHT

Mo3anumaMm — COCTOdAHUE, NpWw
KOTOPOM B pasHbIX KIeTkax OAHOoro
opraHu3mMa COOEPXUTCH  pa3HbIN
Habop XPOMOCOM

46,XY/47,XY(+21)
46, XX/47 XX(+21)




KIIMHUKA

- IIpeHaTalibHas TUIIOTPOQHS
- MBIIIICYHASI TUIIOTOHUS

- Opaxuuedanus

- YILUIOILICHME 3aThLIKA

- TJIOCKOE JIMIIO

- TJTOCKas IIEPEHOCHUIIA

- MOHT'OJIOUIHBIN pa3pe3

JIa3HBIX IEJIEU




AMUKAHT

nsaTHa bpymBuiabaa

HA PaayKHOU
000J10UKe




KIMIMHOOAKTWUITIUA

YeTbipexnanbueBas
bopo3pa




nedopmalys yIrHbIX
PaKOBHUH

MAaKpOIJIOCCHS

CAHJAJEBUJIHBIN
ITPOMEXYTOK

IYBOKASI
MOJAOILUBEHHAS BOPO3JIA
MEXIY 1 U 2 TAJBLAMHU
CTOIIBI



CAHOAJIEBUOHAA LWWEJIb



«MopTpeTHaa»
ANarHoCTUukKa




[lopokr BHYTPEHHUX OPraHOB

U BpoxxaeHnnsie mopoku cepana (BIIC),

[0 XKT (arpe3us ABeHaAIaICPCTHON KUIIIKH, aHYCa,

CIICION KHUIIIKH),

[ mapymenus QyHKIIUH 3pUTEIBHOTO U CIIyXOBOTO

aHaAJIN3aTOPOB,
[ sHIOKpHUHHBIC PACCTPOICTRA,

0 MmmyHOnehuut



Oumnrodpenust pa3HOM CTEIIEHU BBIPAXKEHHOCTHU
Kosdppunuent naresaexkra (1Q) 25 -75

= JleOMJIBbHOCTDH

» UMOEIMIBbHOCTH

= UnunoTus

CpenHss NpOaOJLKUTEIBHOCTD dKU3HU — 35 JICT



CuHapom Jasapaca — Tpucomus no 18-m xpomocome

Omnucan B 1960 rony JIx. 9nBapacom
[TonyssiimonHas yacrtora 1:7000
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KinHuka cuHapoma JaBapjaca:

- BBIPA’K€HHAsl MPEeHATAJbHAA THNoTPo(pus
- 1oauxouedanus

- MUKpPO(PTATIbMUS

- HU3KO0€ PaCI0JI0KeHHEe YIIHBIX PAKOBUH

- 0i1epapopumos

- JIMLEBbIE PACIIeTUHbI

- CY’KeHHMe WU OTCYTCTBHE
HAPYKHOTI'0 CJYXOBOI'0 IMPOX0aa
- KOPOTKAas 1est

- NepeKpbIBaHUe NAJbIEB

- 1epopManus CTOI
(«cTOoma-Ka4YaJaIKa»).

6 A



Cunapom JaBapjaca:




Cunapom JaBapjaca :

B 90 % caydaeB — BpOXICHHBIC HOPOKH CEpJLa U
KPYHHBIX COCYI0B

HOpOKI/I I'OJIOBHOI'O MO3I'a — TI'HMIIOIIJIa3HUA MO3KCUKA
N MO30JIMCTOI'O TCJIA

B 50% cmygaeB nmopoku JKKT — arpe3us nuieBoja,
HE3aBEPIICHHBIN MOBOPOT KUILEYHUKA, SKTOIIUS
MIOJIKETYIOUYHOM XKEJIE3bI;

MoO4YeBBIICTUTEIILHON CUCTEMBI — yABOCHUE MOYCK U
MOYETOUYHHUKOB, IIOJIKOBOOOpa3Has MOYKa,
oOuTepaIus MOYCTOUYHUKOB; Y MaJBIUKOB —
KPUIITOPXU3M.

BoJIBITUHCTBO OOJBHBIX MMOrKMOArOT 10 1 romaa
BCJICJICTBUE TSKEIBIX HOPOKOB PA3BUTHUS WU
MHTECPKYPPEHTHBIX MH(DEKIIHH.



Cunapom Ilaray — tpucomus mo 13-u xpomocome

Briepsoie onucan K. ITaray B 1960 roxy.

[TonynsmuonHas gacrora 1:7000
M1:7K1

IluToreHeTnyecKkue BAPUAHTHI:
0 mnpocras Tpucomusn i
0 TpaHcIoOKalMOHHBINH B-T



- IpeHaTaJIbHAas
TUIIOTPODUS

- MUKpoLedaus,
- TPUTOHOLIE(DATIHSL.

- CKOIIIEHHBIN JI00,

- Y3KHe TIa3HbIe 1T
- MUKpO(DTaIbMUs,
- IIIMPOKOE OCHOBAHUE HOCA .

- 3alaBIIas IIEPEHOCHUIIA, ‘&# |

- 1Ie(OpMUPOBAHHBIE YIIIHbIC PAKOBUHBI,

- pacuienHa BEpXHeu TyObl U HeOa; AN



Cunapom Ilaray

- [locTakcnanbHas

MOV TAKTUITUS

- CHHOAKTWIAS KUCTEU U
CTOII

- CKaTple KyJIaku C
NepEKPhIBAHUEM IaJIbIICB

- JITMHHBIE BBITYKJIbIE HOI'TU
- OgaroBas amia3us KOJKM Ha
3aTBUIKE

- [IlaneBuaHass MOIIOHKA



Cunapom Ilaray

[lopoku pa3BUTHSI MO3Ta: TOJONPO33HIE DTS, ApUHIHIIEDATHS,
IPO33HIIE(DANNS, aTEHE3U MO30JIMCTOTO TENA U IPYTHE;

ITopoku cepana B BUAe Ae(PEKTOB MEPETOPOIOK;

Hedextel KKT: reTepoTonus B MOIKETYIOYHYIO KEJIE3y TKAHU
CEJIE3€HKU, HE3aBEPILIECHHBINA TOBOPOT KUIICYHUKA, JUBEPTUKYIT MEKKes,
HapylIeHUE JOOYJISIIIUM IeYEeHH, (PUOPOKUCTO3 TOMKETYTOUHOM KEIE3HbI.

[Topoku pa3BUTHS MOYEBBIICJIUTEILHON CUCTEMbI XapaKTEPU3YOTCS
YBEJIIMYEHHBIMHU B Pa3MEPE C MOBBIIICHHON JI0JBYATOCTHIO TOYKAMU B
COYETAHHM C IOPOKAMHU PA3BUTHSI MOYETOUHUKOB. Y MAJIBYMKOB -
KPUNTOPXU3M M TUIIOILIA3Us MTOJIOBOIO YJICHA, Y IEBOYEK — YIBOCHHE
MaTKH U BJlarajuiia.

BuTa/ibHbIN NPOrH03 HEOJArONPUATHBIN, TPOAOJLKATEIBHOCTD JKU3HU
OOJIBIIIMHCTBA OOJBLHBIX PEJIKO MpeBBIIIaeT 1 ro.



XPpOMOCOMHBIC MMEPECTPOUKH, 3aTPArNBaIOIIHAE
IM0JIOBbIE XPOMOCOMBbBI

Yacrora 1,5:1000 HOBOPOXIECHHBIX
OTcyTCcTBHE TPYOBIX IIOPOKOB PAa3BUTHUSI BHYTPEHHUX OPTraHOB,

JlnarHocTuka B psiJie CIIy4aeB OCYIIECTBIISICTCS B
yOepTaTHOM IIE€PHO/IE

B psne ciiydaeB mangeHT o0OpamiaeTcs 3a MeIUIMHCKON
ITOMOIIBIO BO B3POCJIOHN KU3HHU B CBSI3M C HAPYIICHUEM
PEOPOAYKTUBHON (DYHKITUH.

He3naunTeapHOE CHH)KEHUE MHTCIIJICKTA UMEET MECTO JIMIIb pA
qaCTH IIallUCHTOB

YacTe nanyeHTOB UMEET OYE€Hb CKYJIHYI0 CHMIOTOMATHKY,
CYILIECTBYIOIIAS Y HUX aHOMAJHUS IMOJIOBBIX XPOMOCOM MOXKET
OBITh HE JUArHOCTUPOBAHA B TCUCHUE BCEH KU3HU WIIM MOXKET
OBITH BBISIBIICHA CIIy4alHO.



Benymum B KIMHAYECKOM KapTUHE
JTAHHBIX CUHIPOMOB SBJISIFOTCS
OTKJIOHCHUS B MOJIOBOM C(pepe ueaoBeKa:
AHOMAJIBHOE PA3BUTHUE I'OHA/,
BHYTPCHHUX M HAPY>KHBIX ITOJIOBBIX
OpTraHOB, HAPYIIICHUE PA3BUTHUS
BTOPUYHBIX MOJOBBIX IIPU3HAKOB U
(GepTUIBHOCTH (CIIOCOOHOCTH K
AECTOPOXKACHUIO).



MoHocomus 1mo X-xpoMocome,
uiau cuaapoMm llepemeBckoro — TepHepa

45,X
BriepBbie onucant
H.A. llepemesckuit B 1925 roxy,

B 1938 rony I'. Tepuep BbiacInI
OCHOBHBIE TIPU3HAKUA 3TOU
0OJIE3HM.

[TonynmsiumonHas yactora
1:2000 — 1:5000

Huxonain ApHOIBI0OBHAY
[IIepemeBckum



LuroreHernyeckue BapuaHTobl cunapoma llepemeBckoro-
TepHepa:

IHoanast MmoHocomus — 45,X0O

JleJielMOHHBIN BAPUAHT —
46,XX, del (Xq) npeneums QJIMHHOTO mieda X-XpOMOCOMEBI.
46,XX, del (Xp) nenenust KOPOTKOTO mjeda X-XpOMOCOMBI;

Mo3anyHbIil BAPDUAHT —
45, X0/46,XX
45,X0/46,XX/47/XXX.



Y HOBOPOXKIIEHHBIX JEBOYEK :
— M30BITOYHAS KOXKHAs CKJIaJIKa Ha 3aJIHEH MOBEPXHOCTH IIEH
(mTepurmym)

— JAM@(aTUYECKUI OTEK Ha ThIJIbHOW ITOBEPXHOCTH CTOII




C-m LLepelueBckoro-TepHepa




3aJiepKKa pocTa
Tenocnoxenue OpaxumopdHoe (KopeHacToe
YBEJIIMUEHUE HIUPUHBI TUIEY U TPYIHOMN KIIETK
['urneprenoprusM COCKOB MOJIOYHBIX JKEJIE3

['uneprenopusm a3z
[IlevHBIN TITEPUTUYM
AHTUMOHTOJIONTHBIN

paszpes rias




[IIIeiiHpIi NTEpUTAYM
[l AHTUMOHTOIOMIHEINA pa3pe3 ria3



Beaymuyu cuMnToM
areHe3vs rOHA{ — OTCYTCTBHE
SUYHUKOB

[ IMTepuunasi ameHopest —
OTCYTCTBUE MEHCTPYaIbLHOI'O
I[TUKJIa

[l HeobOpatumoe Oeciiioane

[ OtcyTcTBHE BTOPUYHBIX
TIOJIOBBIX ITPU3HAKOB

bonpHag 13 jer.



JledeHue

. Jlo mybepraTra — CUMIITOMaTHYE€CKOE JICUCHHE,
HalpaBJICHHOE HA CTUMYJISLIHUIO POCTA
(aHaOommueckue creponanl), CTIT He mokasaH,
T.K. HEJIOCTaTKa €ro B OpraHUu3Me HET.

» Ilocae myOeprara — 3aMeCTUTEIbHAS
ropmoHoTepanus (31'T)



Iosmmcomuu Mo X-XxpomMocomMe y MYyKYUH
uiau cuHapom KiaanHdeasrepa.

Brepsrie onucan I'. Knaitadensrep B 1942 roxy.

[Tonmynsanuronnas vyacrora 1:500 — 700
HOBOPOX/ICHHBIX MAJIBYNKOB.

P

CuHopon Knanudenstepa, 47 1 XXY
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LinToreHeTn4eckne BapuaHThbl

47,XXY
48, XXXY
49, XXXXY

Y §5-10 % -
MO3aNIN3M 4



-

Cunapom Kuaiindgeabrepa

BBICOKMH POCT B COUETAHUM C
€BHYXOUJHBIM CTPOCHUEM

OTJI0KEHUE )KUPA O JKEHCKOMY THITY

OBOJIOCEHUE CKYIHOE UJIU
OTCYTCTBYET

[ mHexkomacTus y 25 % O0JIbHBIX

I mnoronaausm
A3OOCIIEPMUA




CTpyKTYpHBbIE HAPYUIEHUS XPOMOCOM

Jlenenus - del
Jlynnukanus - dup
uBepcus - inv
Tpanciokanus - t



CHMHIPOM «KOIIAYbEro KPUKa» (CHHAPOM Sp-)

JIk. JIexxen B 1963 rony
OIIMCAaJl CHHIPOM

&
Yacrora 1
1:45000 g

N

-

M1:K1,3



CHHIPOM «KOIIAYbEro KpuKa» (CHHIAPOM Sp-)

[ I3MeHneHremM ropranu

| mukpouedanms

| myHOOOpa3HOE AHUIL0

|runeprenopusm

|MUKpOreHus

[3TIMKaHT

| aHTUMOHTOJIOU THBIN
pas3pes a3

[IBBICOKOE HEOO

[mmockast cnuHKa HOca




CHHIPOM «KOIIAYbEro KpuKa» (CHHIPOM Sp-)

J/ BPOXKICHHBIC IIOPOKHU
cepara

M3MCHCHUS KOCTHO-
MBIIIIEYHON CUCTEMBI
(CUHIAKTHINS CTOI,
KOCOJIAIIOCTh )

TsDKEJIask CTEIEHb
YMCTBEHHOU OTCTAJIOCTH




TpaHcnokauum n NHBepcun

ObycnaBnuealoT HapyLLeHne raMeToreHesa
y Hocutena aton XA v aBnda0TCA NPUYNHON
HapyLleHUA penpoayKTUBHOU OYHKLUN:

becnnoans
[TpnBLIYHOIrO HEBbLIHALLMBAHUSI BEPEMEHHOCTM

BI'MP nnopa
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TpaHcnokauua 15/8
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Jlnarao3 XxpoMOCOMHOI'O 3a00JI€BaHUSI MOXKET OBITh
IIOCTABJICH Ha OCHOBAHUM JTAHHBIX
[UTOr€HETUYECKOI'O NCCICIOBAHMS —

dHAJIM3d KaAPpHUOTHIIA IIAITUCHTA.
Iloxka3aHusl K HUTOTeHETHYECKOMY 00C/IeI0BAHUIO:
- IpeHaTaIbHas TUIOTPOPHS;
- MHO>KE€CTBEHHBIC BPOXKJICHHBIC TOPOKH Pa3BUTHS;
- Heau(hEepEeHIIMPOBAHHAS OJIUTO(PPEHUS;
- HapyII€HUE N0JI0BOM AU (HEPEHIIUPOBKH;
- HApYIICHUE PENPOIYKTUBHON (DYHKINM;

- HAJIMYKE cOaJaHCUPOBAHHOM XpOMOCOMHOM abeppainuu y
pPOAUTEIICH UM CHOCOB Npo0aHa.



3agaHue Ha 1-oe 3aHATHE:

- [loBTOpPUTL MNTO3, MENO3, CTPOEHMNE XPOMOCOMBI;

- Tunbl reHOMHbIX 1 XPOMOCOMHbIX MyTauUum;

- C-wmbl [layHa, Nartay, 9aBapaca, KnanHdoenstepa, Lepeluesckoro-TepHepa,
nonn-X, nonu-Y, «Kollaybero Kpukay;

- UunToreHeTnyecknn metod AMarHOCTUKN




