47, XXX




CuHopowm LepeweBckoro —TepHepa 45, XO
XO-cuHapowm.

MuHumarneHble OuazHocmu4YecKue rnpu3HaKku:
OTEK KUCTEWU U CTOM; KOXHble CKMNagKn Ha LUee;
HU3KNN POCT, BPOXAEHHbIE NOPOKN cepaua
(NMMMdOTUYECKNN OTEK cepaua); nepBmnyHas
aMeHopesd; nonHaga nnn 4YactuyHass MOHOCOMMUS
no X-XpoMOCOME.

KnuHu4yeckas xapakmepucmuka. TUNnnYHble
npu3Haku cuHgpoma TepHepa: HU3KUU POCT
(B 98 % cny4aeB), KpbINOBUAHbIE KOXKHbIE
CKIaaku Ha wee (56%) (puc. 135, a, 0),
Lunpokasi rpyaHas knetka (60%), X-obpasHoe
NCKpmBIieHne rorneHeun (56%)

..........




X-XPOMOCOMHbIE aHeynnonauu y yenoBeka

Kapuorun

XXY
XXXY
XXXXY

XXX

XXXX o XXXXX

Mo3auku XXY/XY u
XXV/XX

Mo3zankun XXX/XX
X0

Mo3zauku XO/XX n
X0O/XXX

Pa3ziauunbie X-
XPOMOCOMBI

XYY
XXVYY

denorun

Cunapom Kiaitngessrepa
Bapuant cunapoma Knaiingeabrepa

I'ny0okasi yMcTBeHHasi 0TCTAJ0CTh; CWIbHOE He0pa3BUTHE
MOJIOBBIX OPTaHOB; PAJAUOY/JIbLHAPHbIA CHHOCTO3

HNHorna jierkasi 0JMro(ppeHusi, HENMOCTOIHHbIE HAPYLLICHHU S
(pyHxuuu ronajg

DOusndyecku HOPMAJbHBIEC] THAKEJIad YMCTBCHHAsA 0TCTAJIOCTD

Cxonen ¢ cunapomom Kiaitngenbrepa, nnoraa ¢ 0oJiee
CIVIAKeHHBIMUA CUMIITOMAMU

Cxozen ¢ XXX
Cunapom Tepuepa

(TepHep); oueHb pa3Hble CTENEHN MPOSIBJICHUSA

CTpyKTypHBIC aHOMAJIMH

Bbicokui pOCT; HHOIIA AHOMAJIUU MOBEIEHUSA

Bbicokmii pocT; B 0cTaJBbHOM cX0eH ¢ cuHapoMm KiaaitHdeabTepa

Ipubdau3ureabHas
4yacTora

1/700 myxuuH
~1/2500 myKk4uH

Ouennb peakmii

1/1000 :xeHIMH

penkuii

~5-15% 00JBbHBIX C
CHHAPOMOM
Knaindgeasrepa

Penknii

~1/2500 xeHIMH TpH
POXKIEHUN

He peaxui

He peaxue

1/800 myxumnH

Pepkun



CuHapomMomMm [layHa (47,XX +21; 47,Xy+21)

Oetun c cuHapomom [layHa.
A. EBponeougp.

b. Herpoua.

B. MoHronowua.

Oowwue npusHakm cuHapoma [layHa 6onee

3dMeEeTHbI, YeM paCoBble Pa3JiInviusi.
(Courtesy of Dr.T.M. Schroeder-Kurth.)




CrHapo




Puck poxaeHusa pebeHka ¢ cuHapomom [JayHa

B 3aBUCUMOCTU OT BO3pPaCTa MaTepu
(uugbpbl 01151 XKUBOPOXKOEHHbIX paccHumaHhl 8 Kaxxoou 8o3pacmHou 2pyrine)

Bo3pacT maTtepu YactoTta Ha 1000 poaosB Puck

Jlrobon Bo3pacr 1,5 1/650
30 net 1,4 1/700
34 ropa 2,0 1/500
35 net 2,2 1/450
36 net 2,5 1/400
37 net 4,0 1/250
38 net 5,0 1/200
39 net 6,5 1/150
40 net 10,0 1/100
41 roa 12,5 1/80
42 ropa 16,5 1/60
43 ropa 20 1/50

44 ropa 25 1/40



OCHOBHbIE€ KIMTMHUYECKNE CUMIMTOMbI TPUCOMUMN
no xpomocome 13 _ XY+13) (cuHgpom MATAY)

.

downsyndromeratiua



OCHOBHbIE KITMHNYECKNE CUMMNTOMbI TPUCOMUMU MO
Xpomocome 18 (47, XX +18) (cungpom daBapaca




OCHOBHbIe BPOXAEHHbIe MOPOKU

ABYCTOPOHHSASA fyvyeBasi KOCOPYKOCTb C anna3uem | nanbua, ykopo4eHue |
nanbLUa cCTon KOHTPaKTypa B Ta3o0eApeHHbIX U KOJNIeHHbIX CycTaBax;
MUKPOreHusi HU3KO pacnosioXxeHHas u aechopMMpoBaHHas yLHas PpaKOBUHA;
dnekcopHoe nonoxeHue nanbLeB KUCTU.



OCHOBHbIe BPOXAEHHbIe MOPOKU
npu cuHpopomMme daBapAaca

HopaxceHHa;I CUCTCMAa U HANMCHOBAHHUEC IIOPOKA  KOJI-BO

[TopaxkeHHasi cucTemMa U1 HaMMEHOBaHUE TTOPOKa

(mpu3HaKa)

Mos3roBoiu yepen u IO

Mukporenust

Husko pacnonoxxennbie U (Miau) aehopMUPOBaAHHBIC

YIIHBIC PAKOBUHBI

Jonuxomnedanus

Bricokoe HeOo

Pacmennna neba

MuxkpocTomust

OnopHo-ABUTATEIbHBIN anmapar

DIIEeKCOPHOE MTOJIOKEHUE KUCTEN

JucranbHoe pacrnionoxenue | manbia Kucreu
I'mnomiasus v atiazua 1 masjepla KUCTEr
Kopotkuii u mmpokuii 1 nanen cromnbl

Croma-kagajika

'KoskHast CHHIaKTHIINS CTOII
Kocomanocts

Kopotkas rpynuna

HHC

['unoriazus u amna3us MO30JKUCTOTO Tejla

I'unoruiazus Mo3keuka
I'maza (MukpodTambMus)

KOJI-BO

100
96,6
95,6

R
78,1
15,5
71,3
98,1
914
28,6
13,6
79,6

76,2
49,5
34,9
76,2
20,4
8,2

6,8
13,6

(mpu3HaKa)

CepaedHo-cocyaucTasi CucTema

JlepexThl MEXKETYTOUYKOBOH MEPETOPOAKH,
B TOM YHCJIC€ BXOJSIINE B KOMOMHHUPOBAHHBIC
MMOPOKH

JedexTsl MexInpencepaAHon MeperopoiKH,

B TOM YHCJI€ BXOJSIIHNE B KOMOMHUPOBAHHBIC
MIOPOKH

Amnua3usi OTHOM CTBOPKM KJIaraHa JIErOYHOM
apTepuu

Armuia3usi OTHOM CTBOPKH KJIalaHa aOPThI
Opransl nuiieBapeHus

JnBepTrkyn Mekkens

He3zaBepnieHHbIM NOBOPOT KUIIEYHUKA
ATpesus nuiieBoa

ATpe3us JKEeJITYHOTO My3bIPs U JKETYHBIX XOI0B
DKTOMNUS TKAHU TOKEITYI0YHOMN KEIE3bI
MoueBas cucrtemMa

CpaiieHue nmoyek

ViBoeHHEe MOYEK U MOYECTOUHUKOB

Kuctel mouek

['unpo- u Meranoyperep

[TonoBbie OpraHsl
Kpunropxuzm
I'nnocnagus
['uneprpodus knuropa

90,8
77,2
65,4

25,2
23,8

18,4

15,5
54,9
30,6
16,5
9,7
6,8
6,8
56,9
27,2
14,6
12,6
9,7
28,6
43,5
9,7
16



Yem Gonblle reHeTUYECKOro Mmatepuana Tem xyxe. B
NepBylo o4epeab cTpadaeT UHTENSEeKT.

B pe3ynsrate XpoOMOCOMHbIX MyTaumn n abeppaumn
BO3HMKAET AncbanaHc reHeTU4YeCKOro martepvana,
KOTOPbIA NPUBOAUT K HAPYLLUEHUIO MCUXNYECKOTO U
donsunyeckoro pas3sutna. AHomManumm BoO3HUKAaKOT B
LLUMPOKMX Npedenax: oT anMMmnHaumm oo
XXM3HECNOoCOOHOCTN. AHOMANMM NO KPYNHbIM
XpOMOCOMaM BCTpeYarTCH pexe, YeM No MesiKUM.
HexBaTKW reHeTM4eCcKkoro matepuarna nepeHocsTcs
Tshxernee. Yactora BCTpe4yaeMOoCTU XPOMOCOMHbIX
HapyLLUEHNN 3aBUCUT OT TOrO K KAKOMY XpOMaTUHY
OTHOCUTCHA HapyLleHne. Hanbonee yacto
BCTpeyatoTca HapylwleHusa no 8,13,18,21,X
Xpomocomam.B aTux xpomocomax borsbLue
rerepoxpomaTtuHa.



®PATUJIBHOCTDb (nomkoctk) N0 X XPOMOCOME

46, fraX




KneTo4YHbIN=XPOMOCOMHbIN=

=reHeTU4YeCcKnm Mmo3anumn3m
ABJieHNe, Korda B COMaATU4HYEeCKUX KreTKax

OHOro opraHM3mMa MMeeTcd pa3HbIin HAboOP
xpomocom (46,XX/47XX+21; 46XY/45,X0)

Bo3HMKaET B pe3ynbraTe HepacxoxaeHus
XpOMOCOM BO BpemMs MUTO3A.

[lo HacneacTBY MO3auKU He nepenaroTco, T.K.
N3MEHEHNSA XPOMOCOMHOIo Habopa UMeLoT
MECTO TOSIbKO B COMAaTUYECKUX KINETKaX.



CTPYKTYpPHble aHOManum

XPOMOCOM.
* U3o0xpomocombl 46,IX = 46,un3oX
e NNeneuunu 46,XX,5p" = 46,XY,del5p

e TpaHcnokauumn 46,XX,t(9:22)

* AHBepcumn 46,XX,inv16

e U130BbITOK 46,XX,dup18g

e HexBaTku 46,XX,del5Sp = 46, XX,5p"

 KonbueBble Xxpomocombl 46,XX,r18
46,XY,r18



ObpasoBaHne N30XPOMOCOM MyTEM
pasgeneHns LeHTpoMepsl

NMpoponbHoe

HopMe

MonepeyHoe AHadpaza
PdopmupoBaHme u3o0-

) &




CHAPOMOM YaCTUYHOW TPUCOMUM
NpoKcUManbHOro otaena afinHHoro nneva 14
XPOMOCOMbI

syepenHo-nNuLEeBbie aHoOManuu;
*YMCTBEHHas OTCTaNoCTb;

*MMOPOKUN cepaLa;

«AyNnuKaLums gucTtanbHoOM Yactn 14q




deHOTUNNYECKHNE nposBJIieHUA NPpU Aerieynsax

4p
«Kowaynm Kpuk» -
Cnaboymue +
[Mopokn pa3suTus mosra +
Mwukpouedanus +
Konoboma pagyxHon 0605r04ku +
[MnepTenopusm +
OnNUKaHT (+)
[NT03 +
Kocornasue (+)
[Mnonnasns Hoca 1 BEPXHEN YeroCcTH -
AHOMarnus yLHbIX PaKOBUH +
ATpe3ns Hapy>XHOro CryxoBOro Npoxoga -
MwukporHaTus +
Pacwennenne Heba +
Mopok cepaua (+)
'Mnocnagusa +
Kapuec -
'vMnonnasunsa nanunnapHbIX JIMHUNA +

YBenunyeHne 4yncra 3aBUTKOB Ha MarbLeBbIX nogyLieykax =

(+)

(+)



TpaHcnokauuun

Y

PeuunpokHble HepeunnpokHble Po6epTcoHOBCKMe
(obmeH y4acTkamu mexay (4aCTb FEeHETUYECKOrO (aKpOLLEHTpUYECKME
ABYMSs1 HETOMONOrM4HbIMM Matepuarna nepexoanT  ynomocombl coeamHaoTCs

XpoMocoMamm) Ha rOMONOrNYHYHO ApYr C ApYroM B 06mnacTtu

XpoMocomy) LIeHTPOMEpbI)



[TpHUMN UEHTPUYECKOTO CINAHUSA
(pobepmcoHo8CKasa mpaHcriokayus)

TpaHcnokaunoHHas
Xpomocoma
YTpara oparMeHTOB [loyepHaa kneTtka

(2 paspbiBa)
CbanaHcupoBaHHas 3uroTta
MMEET Ha OLHY XPOMOCOMY
MEHbLUE, YEM HOpMarnbHas



Hocutenb )
c6anaHcMpoBaHHOM 3A0poBbIN Cynpyr

TpaHcrnokaunu
21
1
2 1
300pOBbIN HexunsHecnocobHbIn Cungpom [ayHa Hocutensb

cbanaHcMpoBaHHOM
TpaHcnokaumm



TPAHCJTOKALUA MO X-XPOMOCOME
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A. ObpasosaHue Konbuyesou xpomocombl 8 G1 ¢pase
u cyobba makou xpOMOCOMbI 8 MUMO3e

O 3

coeOuHeHue HopMaribHas AHadhasa:
paspbisa pennukayus 2 Kornbya

4 paspbis @.

4pas3pblé  nomeps ppasmeHma

E. ObpasosaHue Kornbuesol xpomMocoMbl 8 G2 ¢hase




EBreHunka (rpey.eugenes=xopoLlero poaa,
3HATHOrO NPOUCXOXOEHUSA, XOPOLLEN pachl)

y4YeHuMe O HacrneacTBEHHOM 300POBbE
4yernoBeka U NyTHAX ero ynyyleHus



HOMEHKJTATYPA YMCTBEHHOU OTCTANOCTU

( YMcmeeHHO omcmaribilu Yesi08eK 3mo «UHOueuo,
HecrnocobHbIlU K He3asucuMoU coyuasibHoU adanmayuuy)

Cnabad [lebun 7-10

Tsbrenas y CriaboyMHbIN 3-6
(cpeaoHepaHroBbIN)
Taxenas

(HU3KOPaHroBbIN) AP e




* boree BbicOKas Yactota cpean YMCTBEHHO
OoTCTallbIX NpuxoamnTcda Ha gonto Mankdnkos (1,8
Ha 1000), oObsCHSETCS TEM, YTO ITOT NPU3HAK
cuenneH ¢ X-xpomocomomn. 46,frax
(pparnnbHOCTL=TIOMKOCTb X XPOMOCOMbI).

* bonesHn cBA3aHHbIE C HapyLleHneM penapauumn
[OHK:-MmHOrMe cnHaopombl C ayTOCOMHOM
HeCTabUNbHOCTBLIO UMM NOMKOCTbLHO. [1pu
YMCTBEHHOMN OTCTaNoCTU OOHapyXnnu
HecTabunbHOCTb ayTocom:2,6,7,13,16.



