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neAcTBEeHHbIE Done

Hepeako omim004H0 TEPMUHBbI «HACJIEACTBEHHASA 00J1e3HbY» U
«BPOKIACHHAS 00J1€3HBY» YHOTPEOJIAOTCH KAK CHHOHUMBbI,
O/IHAKO BPOKICHHBIMHU 00JI€3HAMHU HA3BIBAKOT Te
3200/1eBaHUsl, KOTOPbIC UMEIOTCSH yKe MMPU POXKIACHUH
pedeHKa U MOT'YT ObITh 00YCJIOBJICHBI KAK
HACJIEACTBEHHbIMHU, TAK U IK30r¢HHbIMHU (pakTOpamMu.
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OO0yc/IOB/IEHBI MYTALUSIMU WA OTCYTCTBUEM
OTIEe/IbHBIX T€HOB U HACI€IYIOTCSI B IIOJITHOM
COOTBETCTBUH C 3aKOoHamMu MeHesns (ayTocoMHOe
WM CLeIUIEHHOEe ¢ X-XPOMOCOMOM Hac/IeJOBaHHeE,
TOMHHAHTHOE WJIN PELieCCUBHOE).

MyTaimu MOTyT 3aXBaThIBATh KaK OAWH, TaK U 004
aJIJIeJIsL.

Knnan4yeckue nposiBieHrsi BOSHUKAIOT B pe3y/IbTaTe
OTCYTCTBUS OIPeZe/IeHHOU r'eHeTUYeCKOM
nHpOopMaruu 11Mb60 peanrsanuu gedpeKTHOM.

XOTsl pacIipoCTpaHEHHOCTh MOHOTeHHBIX O0/Ie3Hel
HEBBICOKA, MTOJTHOCTHIO OHU HE MCYE3aloT.

Jlnst MOHOTeHHBIX 60/Ie3HEN XapaKTEPHBI
«MOJTYalllMie» TeHbI, JelCTBUE KOTOPBIX IMIPOSBASIeTCS
107, BIUSIHHEM OKPYXXAIoLIen Cpebl.



Tspxensle nopayxenust BH/I, crmaboymme
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PaccTpoiicTBo perynsinyu 1BUTaTe/IbHBIX QYHKITAH

AaMUHOKMCJIOTA
1. Hapymenune

CUHTe3a Hapyuraercs
bepmeHnTa, obpasoBaHHe
HY>XHOTO JIJIsT - . TOPMOHOB:
HOPMaJIbHOTO aJpeHaTHH,
obmeHa . HOpaJipeHaJIvH,
BelleCTB TUPO3HH

HE YCBaWBAeTC s



HacnenctBenHoe 3a001€BaHUE
COCIMHUTEIBHON TKAHU , TPOSIBJISIOLICECS
M3MECHEHUSAMH CKEJIETA: BLICOKHM POCTOM C
OTHOCUTEJILHO KOPOTKUM TYJIOBHUILIEM ,
JJIMHHBIMH ITayKOOOpPa3HbIMHU HaJIbLaMH (
apaxXHOJAKTUINS ), PA300JITAHHHOCTHIO
CYCTaBOB , YaCTO CKOJHO30M , KU(O30M ,
aepopManusiMu IPyTHON KIETKH ,
apKOOOpa3HBIM HEOOM . XapaKTEPHbI TAKKE
MopakeHus mia3 . B cBsA3U ¢ aHOMaIUAMHU
CEPACYHO-COCYAUCTON CUCTEMBI CPEIIHSAA
IPOAOJKUATEILHOCTD KM3HU COKpaIlCHA.







IIporepus (rped. progeros
PEXKICBPEMEHHO COCTAPUBIIUICS)
— IIaTOJIOTMYECKOE COCTOSTHUE,
XapaKTEepU3yIoIIeecss KOMIIJIEKCOM
M3MEHEHHUN KOXKH, BHYTPECHHUX
OpraHoB, 00YCJIOBJICHHBIX
IPEXKACBPEMEHHBIM CTapEHUEM
opranu3ma. OCHOBHbIMHU (hOpMaMHU
SIBJISIETCS JIETCKasl IPOrepus
(cuapoM I eTunmHCOHA
(XamguuHcoHa) — ['undopaa) u
IpOrepusi B3pOCbIX (CUHAPOM
Bepnepa).
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- [MTPOSIBJIAETCA Y JIKOAEN B BO3PACTE 60 - 80 JIET
- OJIbHOW HE [TIOMHUWT HEJABHUE COBLITUSA
-« TEPSIET CITOCOBHOCTD BbITTO/IHATD [MTPHUBLIYHBIE JEVMCTBUS

(omeBaThCsi, MPUYEChIBAThCS, TPUHUMATb MTUIILY)
« [IOCTEIIEHHO 3ABBIBAET CBOE UM, ITEPECTAET Y3HABATD B/IM3KUX






[TpyynHa 60/IE3HU: MAaTh 30-40 JIET, HAPKOTUKH.

YTpanBaeTcs XpoMocoMa I10 21 Iape.
CUMIITOMBI: TOJIOBA C YIJIOIIEHHBIM 3aThIJIKOM,

PAaCKOCBIC I'/Ia3d, IVIOCKAs ITIEPpE€HOCHULId, MAdJICHbBKHEC
YLIH, Ha IaAOHH ITOIIEPECIHAA CK/IdAKa

OOJIBIITION SI3BIK, TOJICTASI KOPOTKAS I11€e

llocnencrBus: BpoxxaeHHbIe MOPOKU

Pa3/TMYHbIX OPIdHOB, YMCTBCHHAS
OTCTaJIOCTDb.

JleyeHue:




XPOMOCOMHBIN HABOP BOJIBHBIX
VIMEET JIUIIITHIOIO XPOMOCOMY B 21 -
1 TTAPE

[y e
IRIRIRIRIRIRT:

b 10 " 12

YIN BX 48 3

13 14 15 16 \7 18

A XX Au A 'a




[IpyYHMHBI: poACTBEHHBIE OPAKH, TTOXKHIbIE
pPOAVTE/NH, HAPKOTHKH, aJIKOTOTU3M, BUPYCHbIE
3a00J1eBaHMS BO BpeMsi OepeMeHHOCTH.

CHMIITOMBI: OBIBA€T TOJBKO Y IeBOYEK — HU3KHMA
POCT; BOJIOCHI Ha Iilee, Ha 10y.

llocneacrBusi: becriioaue,
50 % - yMCTBEeHHAasl OTCTAa/IOCTb.
JleyeHue:




B KAPHUOTMUIIE 45 XPOMOCOM - M3
[TO/IOBBIX XPOMOCOM
[TPUCYTCTBYET TOJIBKO O/ITHA X -
XPOMOCOMA

downsyndrome?sat:ua



BcTpevaercs 1 Ha 700 pOXAEHUN.

PoyxaroTcst Kak Ma/IBYMKH, TaK U IEBOYKH C
cruHgpoMoM «llaTay».

[IpuYmMHbBI: poACTBEHHBIE OPAKH, TTOXKHUJIbIE POTUTEH,
nerCTBHE TSHKETBIMU MeTa/l/IAMH, BBICOKOTOKCUYHBIX,
BellleCTB (IMOKCHHBI, 0EH30IMHUPEH ), HEKOTOPbIE
JIeKapCTBa, HAPKOTHUKH, aJIKOTOIN3M, BUPYCHbIE
3a00/1eBaHUs BO BpeMsi OepeMeHHOCTH.

CHMIITOMBI: «3asT9bsI I'y0a» WU «BOYbS MACTh»,
AHOMAJIUA TJ1a3, IPYTHUe MTOPOKH.

llocnencTBus: 4acTo







BcTpedaeTcs 2 Ha 1000 MaTBYMKOB.
[TpyYHMHEL: po/icCTBEHHbBIE OPAKH, TOXKUJ/IbIe POTUTETH,

nelCTBUE TSHKEIBIMU MeTa/lJIaMU, BBICOKOTOKCUYHBIX,
BelleCTB (JMOKCHHBI, 0EH30IUPEH), HEKOTOPbIE
JIeKapCTBa, HAPKOTHKU, aJIKOTOJIM3M, BUPYCHBIE
3a00/1eBaHMs BO BpeMs 6epeMeHHOCTH.

CHMIOITOMBI: IPU3HAKH IIPOSIB/ISIOTCS TOJBKO B IIEPHUOJ

II0JIOBOTO CO3PEBAaHUA — BBICOKHUU POCT, OXXKUPEHUE,
YXeHCKWUU TUII TeJIOCTIOXEHUS, CKyZHOEe OBOJIOCEHUE,
aHTHCOIIUA/IbHOE TTIOBe/ieHre, TeON/TbHOCTD.
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OH BCcTpevaeTcsi C OUHAKOBOU YaCTOTOMW Y MaTBYUKOB
U IeBOYEeK
[IpyyriHa: pe3y/bTaT TEPMUHAIBHOM [Ie/IeHUS

KOPOTKOTO TIJIeYa 4-U XpOMOCOMBI.
CHUMIITOMBI: 33/iep>KKa POCTa, paciie/rnHa Iyosl 1 Heba,

IIUPOKUHN UJIN KIIIOBOBUIHBIM HOC; aCUMMETPUSA KOCTeun
yeperna, HU3KO PACIIOIOKeHHbIe Te(pOPMUPOBaHHbBIE
yIITHbIE€ PAKOBUHBI; T€MATOMBI KOXXU HEOO/TBIITUX PA3MEPOB
B 00J1aCTHU JIUIIA.

[locsencTBUs: MOTYT OBITH ITOPAYKEHbI BHYTPEHHUE

OpraHBbl.
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He normyiieHre pomcTBeHHBIX OpaKoB

Haub6onee a¢ppexTrnBHON Mepoii MpoPHITAKTUKHU
Hac/IeICTBEHHBIX 3a00/1IeBAaHUM SIB/ISETCS
BbISIB/IEHHE TeTePO3UTOTHBIX HOCHUTe el

MYTal UM

[TpenynpexxaeHue 0 3a4aTUH WJIU HATUIUH
00/IbHOTO peOeHKa

OO6cegoBaHre 6epeMeHHOM YKeHIITUHBI
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