Tema: HacneacTBeHHOCTb U
naTorioruu.
XpOMOCOMHbLIe 6one3Hu.




HacneacrtBeHHble 60Mne3Hn — 37O
naTonorn4yeckne CoCTosIHUSA, B OCHOBE KOTOPbIX
N3MeHeHne HacneacTBeHHOro matepuana (T.e.
MyTaums).

B pa3Butunu Taknx 3abonesaHuin rmaBHyO posib
MrparoT HapyLleHUA B CTPYKTYpE reHa nnu
XPOMOCOMBbI.

K HacTosLleMy BpeMeHn onncaHo okono 4000
HacneacTBeHHbIX bone3Hen YenoBeka, U3 KOTOPbIX
[10CTaTO4YHO XOPOLLIO U3y4YeHO okono 600.



Knaccudukauma HacneacTtBeHHOMU
naTonorum.

NoO XapaKTepy U3aMeHeHUs HacneACcTBEHHbIX CTPYKTYP




HacneactBeHHble 3aboneBaHns UMeEIOT
obLmne KnuHU4Yeckue ocobeHHocmu

1.

2.

[TOoBTOpPHbIE CnyYyan aHanorM4HoOU NaTosIorMn y YrieHoB
OOHOW CEMbMU

BpoxaeHHbIN xapakTep 3aboneBaHnsl. bonbLWMHCTBO
NMOPOKOB Pa3BUTUA N1 XPOMOCOMHbIX CUHOPOMOB
OOHapyXXnBarTCA yXKe Npu poxaeHun pedeHka

XpoHu4yeckoe, peumanBupyollee TedeHmne
3aborneBaHus, npuBoasdLLee K NOCTENEHHOMY
YXyOLWEHUIO COCTOSAHUS DONBHOIO

OpHoBpeMEHHOE nopa)keHne y YeroBeka HECKOMbKUX
OpraHoB UMW CUCTEM

Hannuune cneundmnyeckmx CMMNTOMOB

YCTOMYMBOCTb K Hanboree pacnpocTpaHEHHbIM
MeTodaM Tepanuu



XPOMOCOMHBIE 3ABOJNNEBAHUNA HENNTOBEKA
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XPOMOCOMHBIN HAabop
3[00POBOro Yenoseka
— 46 XpPOMOCOM:

22 napbl ayTocoMm u
1 napa nosioBbIX XpOMOCOM
(>KeHwmHa - XX,

MYXX4mMHa - XY)

Uncno onnMcaHHbIX TUNOB XPOMOCOMHbIX aHoManun npmbnmkaetcs Kk 1000, ns Hmux
6onee 100 doopM KIMHNYECKN U3YyYEHDbI U HA3bIBalOTCA CUMHOPOMaMM.
PacnpocTpaHeHHOCTb XPOMOCOMHbIX 60re3Hen ognHakoBa BO BCEX HALMOHAambHbIX
N 9THUYECKUX FPynnax U CoCTaBnsieT B cpegHem 7-8 bornbHbIX Ha kaxayto 1 000
HoBOpOXAeHHbIX. B Poccunckon ®enepauunm ata naTtonorns permctpupyercs

npumepHo y 12 000 HOBOPOXKOEHHbIX EXXEroaHo.



KIACCUPUNKAL A ]
XPOMOCOMHbIX SAEOJIEBAHW

* an/IHLI,I/In onpeagerieHnA Tuna KneTok, B KOTOPbIX BO3HUKITIa MyTalus (B
raMeTax uin 3I/IFOTe)Z

e FTameTnyeckme MyTauum BeayT K NOMHbIM ddopMaM XPOMOCOMHbIX
bonesHen. Y Takux MHANBNOOB BCE KMNETKN HECYT yHacneaoBaHHYIo C
raMeTo XpPOMOCOMHY0 aHOManuio.

e ComaTuyeckue MyTauuum — eCliit aHoMalnnmd BO3HUKaET B 3UTOTE UTTU
Ha PaHHUX CTaauAX p,po6neH|/|s=|, Npn 3TOM pa3BmMBaE€TCA OPraHnN3m C

KreTKkamMmu pasHOW XPOMOCOMHOW KOHCTUTYUWUU (OBa Tuna u bonee). 310
SIBNEHNE Ha3bIBAETCA MO3auuyu3m, a PopMbl XPOMOCOMHbLIX BOne3Hen
— MO3auy4HbIMU. [1nsa TOoro, 4Todbbl MOo3anyHas dopma No KNUHUYECKOMN
KapTUHe coBnagana c norHon, HeobxoaumMo UMETb He MeHee 10%
KITETOK C aHOMarnbHbIM HAabopoM.



KIACCUPUNKALNA }
XPOMOCOMHbIX SAEOJIEBAHW

* MpyHUMN BpeMeHN BO3HUKHOBEHUS1 MyTauunm (B NOKONEHUN):

° CnopaumquKme cny4yan - MmyTaumnd BO3HUKI1a 3aHOBO B NAMeTax
300pPOBbIX pO,EI,I/ITGJ'IGVI U Ha Ctagmnn 3nroThbl.

* Hacneoyemble (ceMenHble) PopMbIl - Korga poauTenn yxe
NMenun noaodHyo aHOMarsnuio.

Takmm obpasom, ang TOMHOW ANArHOCTUKU XPOMOCOMHOM
bone3Hn HeobxoamMmo onpenenunuTb:

) TN MyTaumu;

) BOBINEYEHHYIO B MPOLIECC XPOMOCOMY;

) popmy (nosiHas unm mosanyHas);

) B1Ug 6onesHu (cnopagnyveckuin criydam unu Hacriegyemas

dopma).

1
2

3
4



KINACCUDUKALNA }
XPOMOCOMHbIX 3ABOJIEBAHUNIA

* TUONOrMYECKUN NPUHLMN, T.€. XapaKTepUcTnka XpoOMOCOMHOWN UK
reHOMHON MyTaLumn

|. XpoMOCOMHbIe 6one3Hn, CBA3aHHbIE C aHOMANNAMM YMUCIIa XPOMOCOM MNpu
COXPaHEHUU X CTPYKTYPHI.

1) bonesHn: 0bycnoBMneHHbIE YNCTOBLIMU aHOMAaMSMM MosSIoBbIX (X 1Y)
Xpomocom (6onesHu LLiepelwueBckoro-TepHepa, KnanHdensrepa).

2) bonesHn, obycrnoBneHHble YACNOBbLIMY aHOMaNMMsAMM ayTOCOM (CUHOPOMbI
OayHa, MNatay, SaBapaca).

3) bonesHn, obycrnoBneHHble yBENNYEHMEM KPATHOCTW NOSTHOMO rannongHoro
Habopa XpoMOCOM — NONUNIoANMN.

ll. XpoMOCOMHbIe Bone3Hn, 00YCrOBMNEHHbIE CTPYKTYPHbIMU NepecTponkamm

XPOMOCOM. Buabl XpOMOCOMHBbIX abeppaLinii:

1) TpaHcnokaumn — nepeHoc y4acTtka XpoOMOCOMbI.
2) IuBepcum — pasBopoT yyacTka XpoMocoMbl Ha 180 rpaaycos.
3) leneumn — oTpbIB ydacTka XPOMOCOMBI.

4) dynnukaumu — yaBoeHue y4acTtka unm Lesion XpoMoCOMbI.



HapyLleHna B rameToreHese

Ponureneckasa knetka IIapa
FOMOJOT HYHEIX
XPOMOCOM
Hepacxoxpenue
TameTH é
CnuaHue
ramMeT
Hopmaneuan Hopmaneuas
raniougHas raniouaHad

raMeTa raMeTa

Tpucomua Monocomua



N3MeHeHuUs1 8 Kostuyecmeae
oJsioebIX XPOMOCOM

 Cungpom KnanHndoensrepa (XXY)
e Cungpomowm LlepeweBckoro-TepHepa (X0)

uoxxli

] e
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HepacxoxaeHne NnonoBbIX XpOMOCOM Npu Menose, obpasoBaHme
cnepmMmaTo301a0B C NULLHEN NOI0BOW XPOMOCOMOWN 1 BE3 NOMOBON
XPOMOCOMBbI



CuHpgpom KnanHdenbsrepa

ereHoTUN (47,XXY)
*BCTPEYaeTcs Kak 1 criy4an Ha 500-1000 HOBOPOXOEHHbIX
*OnuncaH B 1942 roay
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CuHpgpom KnanHdenksrepa

CuMnTOMBI:

* BbICOKMUW POCT

» crnnaboe oBonoceHme Tena

* AMYKN ManeHbKOro pasmepa, becnnoaue

* O0OLL NI XXeHOoNOOOOHbIVM BUA, U TMHEKOMACTUA
* CHMXeHune nnbunao

» OcTeonopos (paspexeHne KOCTHOW TKaHu)
* BeHO3Has naTonorus

* AYyTOMMMYHHbIE CUCTEMHbIE NPOSABNEHUS
* HN3knn ypoBeHb 3HEpPreTmku

» ObnagatoT HopMarsibHbIM UHTENNIEKTOM

* Hn3kasa camooLieHkKa

* [1poBrieMbl NCNXUYECKOTO Pa3BUTUS

* TpyaHoCTM 0bLLEHMNS
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CuHapomom LlepelieBckoro-TepHepa

e reHoTun (45,X0)
« YacToTta BcTpeyaemocTu: 1 Ha 3000
* OnucaH H.A.lLlepewescknm B 1925 rogy u . TepHepom B 1938 roay




CuHapomom LlepelieBckoro-TepHepa

CvmMmnToMBbI:
*D0NEetoT KEHLMHBI,
*HU3KUN POCT

*KOpPOTKas Wwes, ABYCTOPOHHASA
nepenoHka weun (Becbma
XapaKTepHbIN, HO HEODA3aTENbHbIN
CUMNTOM); POCT BONOC Ha HUXKHEWN
rpaHuue wewu;

*OTCYTCTBME DONbLUMHCTBA
BTOPUYHbLIX MOJSIOBbIX NPU3HAKOB,

sOecnnoave,
*YMCTBEHHAasi OTCTanocCTb

Pucynox 14. Bonbxan 14 ner. Cunppom lepemresc-
Koro-TepHepa. KpbinoBUAKbIE CKNAAAKU Ha l1ee “Tro-
nosa cuHKca”, HU3KUH POCT BONOC




Pucynok 13. BonbHaa 14 ner.
CunppoM lllepemresckoro-TepHe-
pa. KpesinosupaHbie CKNaAKU Ha
uree “ronosa churkca”

medgen.geneafics.

utah.edu



N3meHeHUs1 8 Kontudecmee
aymocom

e CuHgpom flayHa (Tpucomums 21)
 CuHapom daBapaca (tpucomus 18)
«CuHapowm Matay (Tpucomms 13)



CuHapom [layHa
e[[eHOTUN
47,XY, +21 vinn 47,XX, +21

*YacToTa BCcTpeyaeMocTu
1 Ha 650 HOBOPOXXAEHHbIX

*OnuncaH xoHom [layHOM B
1866 rogy
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TUnNn4yHble NPU3HaKN OOSbHbIX
c cuHapomom [layHa

* «JT0CKOE NULo» — 90 %

» bpaxuuedanuns (aHomarnbHoe
yKopoyeHue yepena) — 81 %

* KOXXHasi cKnajka Ha Liee 'y
HOBOPOXAEHHbIX — 81 %

* MOHIONOWAHLIN pa3pes rnas —
80 %

* AMUKAHT (BEPTMKaNbHaAA KOXHas
CKIlaKa, NpuKpbiBaloLLas
MeauanbHbIW Yron rnasHowu
wenn) — 80 %



TUNUYHbIE NPU3HAKN OONbHbIX
c cuHapomom [layHa

» BpaxnmesodranaHrma (yKopoyeHue
BCEX NanbLeB 3a cyeT
HeOopas3BUTUA cpedHnX panaHr) -
70 %

* OTKPbITbIN POT (B CBSA3W C HU3KUM
TOHYCOM MbILLUL, 1 OCOObIM
CTPOEHUEM HEDBA) — 65 %

* NNockaa nepeHocuua — 52 %

* Mfore pe\-l Ha4d naﬂ'OH Ha4a CKIl ap‘ Ka XapastepHa nonepeuna ccnagea Ha [EnoHi
[www.medword.net/ syndrome_down.htm)
(Ha3bIBaemas Takxke
«0be3bsAHbEN») — 45 %

* KOpOTKasa Wwunpokaa wesd — 45 %
* KOPOTKUM HOC — 40 %




BONbLWNHCTBO MYXX4YNUH C CUHOPOMOM
[ayHa 6ecnnogHsl. Mo kpanHen mepe

50 % XeHwWmH ¢ cuHapomom [ayHa moryT
nvetb geten. 35-50 % geten, poXXOEHHbIX
OT Matepeun ¢ cnHgpomom [ayHa,
poXgarTca ¢ cuHagpomom [layHa nnm
OPYrMMU OTKNOHEHUSAMMN,




CuHapom 3aBapaca
['eHOTUN
47,XY, +18 unun 47,XX, +18

YHacTtoTa BcTpeyaemocTtu
1 Ha 7000 HOBOPOXKOEHHbIX

*OnucaH B 1960 roay [>XOHOM
SOBapacom
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CuHapom 3aBapaca
PeHoTMNNYECKNE NPOSABNEHUSA

 Halle Bcero BO3HMKaOT aHOMarnnmm Mo3roBoro u fiuueBoro Yepena,
MO3roBoW Yepen MMeeT gonuxouedgannyeckyo qopmy.

* [NasHble Wwenu yskme 1 KOpoTKKE.
* YlWHbIe pakoBUHbI 4edOpMMpPOBaHbI
* [pyouHa KopoTKasd, rpygHas KneTka wupe u kKopove HopMarsibHOMN.

« AHOManbHOE pa3BuUTME CTONMbI: NSATKA PE3KO BbICTYNaeT, CBOf,
npoBucaeT (cTona-kavarnka), 6onbLIon naneL, yTONweH U YKOPOYEH.

* 13 nedrekToB BHYTPEHHUX OpraHOB Hanboree 4YacTo OTMeYaroTCs
NOPOKW cepaLla N KPYMHbIX COCYA0B: AedeKT MeXxKeyao4KkoBOon
neperopoaku, annasnm ogHom CTBOPKK KrnarnaHoB aopTbl N JIErO4YHOMN
apTtepun.

60 % [eTeu yMUPaOT B BO3pacTe A0 3 MeC, 10 roaa AOXMBAET NuLllb
5-10 %. OCHOBHOM NPUYNHOW CMEPTU CIy>KaT OCTAaHOBKA AbIXaHUS U
HapyLweHust paboTbl cepaua. OcTaBLIMECS B XUBbIX — rnybokue
ONUropeHbI




CuHapom MaTay

e [eHOTUN
47,XY, +13 unn 47,XX, +13

e YacToTa BCcTpeyaeMocTu
1 Ha 6000 HOBOPOXXAEHHbIX

» OnucaH 9pasmycom bapTonnHom B
1957 n Knaycowm lNatay B 1960

Mokt e

o )6') ‘) s ,8( ng | x;ol _:' lel }2(

M il ol £k

XX " T b S e
e R A G By R Qxx



Cunapom MaTay

MposBneHusn 3aboneBaHus
* TAXKEmNble BPOXAEHHbIE NOPOKU

* yMepeHHada Mukpouedanus,
* HapyLweHne pa3BuTna pasnunyHbelx otgenos LIHC,
* HU3KNIN CKOLLEHHbIW 00O,

* CY)KEHHbIe rnasHble Wenu, pacCcTosHNe Mexay
KOTOPbIMW YMEHbLLEHO, MUKpPOdTanbMus,
NMOMYTHEHWE POroBULLbI,

* 3anaBLUas NepeHocuLa, LUIMPOKOe OCHOBaHME HOCa,
» nepopMmMpoBaHHbIE YLLIHbIE PAKOBUHBI,

* pacuienunHa BepxHeu rydbl n HEGa, noNnaakTUInS,
* priekCopHOE NONOXEHNE KNCTEN, KOPOTKAs LLES.

* XapakTepHa 3agepxka YMCTBEHHOIO pa3BUTUS.

B cBA3U C TAXenbIMn BPOXOEHHBIMU NOPOKaMU pa3BUTUA
OONbLLWMHCTBO AeTen ¢ cnHapomom lNaray ymmpatoTt B neps
Heaenu nnu Mecsubl
(95% - Ao 1 ropga)

downsyndromeratiua



CuHapowm MaTay




CUHOPOMbI HACTU4YHbIX
AHEYNnounagmuu

* CUHOPOM TPMCOMUM MO KOPOTKOMY Mrieyy 9-U XpOMOCOMbI (9p+)
* CNHOPOM KoLLa4vbero Kpuka (5p-)

* Cnngpom Opbenm (13g-)

» CuHapom Bonbda-XupLuxopHa (4p-)

*nap.



CvHAOpPOM KOoLaybero Kpuka
(5p-) (Cunapom JlexxeHa)

« 00ycnoBneH geneunen KOpoTKoro
nreda 5-u XpoMoCOMbil

« Dopmyna Kapuorpammbl: 46,XX,del(5p-)

* [lonynaunoHHaa YyactoTta cuHapoma -
npumepHo 1:45 000
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CvHOpOM KoLlavybero Kpuka
(5p-) (Cunapom JlexeHa)

23T

MposiBneHus 3a6onesaHus ) :

[ cneymndonyeckmn nnad, HanoMMHaKLWUN KoLLaYbt
MAYKaHbE,

[ nyHoobpasHoe nuupo,

[ MblLLEYHas TMNOTOHMKS,

[0 ymcTBEHHOE U mn3nveckoe HegopasBUTHE,
[0 Mmnkpouedanus,

[0 HU3KO pacnonoXeHHble, MHoraa
nedopMnpoBaHHbIe YLLHbIE PAKOBUHbI,

[ anuKaHT,
[0 aHTUMOHIONMoONaHbIN Pa3pe3 rMasHbIX LWEMEWN,
[ kocornasue.

[ MHoraa HabntogatTes aTpodus 3puTeSibHOro
HepBa 1 o4yaru genurMmeHTaunm ceT4yaTKu.

[0 nopoku cepaua.




