CHMHAPOMbI HACTHYHDbIX
AHEYIUVIOUIUU

0 JTa MHOTOYHC/IeHHAS I'PYMIIA CHHAPOMOB
00yC/I0B/IEHa XPOMOCOMHBIMU MYTAIIHSIMH.
Kakoii 661 BUL XpPOMOCOMHOM MyTalfi¥l HA
OBLT ICXOJTHO, BOSHUKHOBEHUE
KTMHAYECKOTO XPOMOCOMHOTO CHHIpOMa
onpeziensieTcst TMO0 U3OBITKOM, THOO
HeJ0OCTATKOM reHeTHUYeCKOT0 MaTepuasia Win
OJTHOBPEMEHHO TeM U IPYyTUM 3PPeKToOM
Pa3HbBIX U3MEHEHHBIX YYaCTKOB
xpoMocomMHoT0 Habopa. K HacTositemy
BpeMeHU OOHaPYKeHO OKOJIO 1000 PAa3HBIX
BapHUAHTOB XPOMOCOMHBIX MYTAIIHH,
yHAC/IeTOBaHHbBIX OT POAUTEIEH UTU
BO3HUKIIINX B paHHEM dMOpHoreHese.




CUHJIPOM TPMUCOMMHU ITO KOPOTKOMY TUIEYY 9-U
XPOMOCOMBI

0 - HaubOoJsee YacTast opMa YaCTUYHBIX TPUCOMHM (OIMyOTMKOBAHO

OKOJIO 200 COOOIIEHUM 0 TAKUX O0JbHBIX), CHHAPOM KJINHUYECKH
BBbIPAKeH.

KiuHndveckast KapTiHa MHOTOOOpasHa M BK/IIOYaeT BHYTPUYTPOOHbIE
M IIOCTHATa/IbHbIE HAPYLIEHUS Pa3BUTHS: 3aJ€PXKKY POCTa,
YMCTBEHHYIO OTCTa/IOCTh, MUKPOOpaxuiiedanio,
AHTHMOHTOJIOUIHBIN paspes 11as, SHOPTaIbM (I7TyOGOKO IMOCAXKEHHBIE
I71a3a), TUIIePTeI0PU3M, OKPYI/IBIM KOHYHK HOCA, OIyIIeHHbIE YIIbI
pTa, HU3KO PACITOI0)KEHHbBIE OTTOIBIPEHHbIE YIITHbIE PAKOBUHBI C
YIUIOIEHHBIM PUCYHKOM, TMIIOIUIa3HI0 (MHOIIA AHCIIA3UI0) HOT'TeH
(puc. 5.21). BpoxxaeHHbIe MOPOKM cep/iia 0OHAPYKEHBI ¥ 25%
OOJIbHBIX.

bosibHBIE C CHHAPOMOM 9P+ POXAAKTCSA B CpOK. [IpeHaTanbHas
TMITOTIa3Us BbIpa)KeHa yMepeHHO (CcpemHsist Macca Tejia
HOBOPOXKIEHHBIX 2900-3000 T'). JKI3BHEeHHBIH IIPOTHO3 CPABHUTE/IHHO
O/maronpUusATHBIN. bobHBIE TOXUBAIOT [0 TTOXXUJIOTO U MIPEKIOHHO
BO3pacCTa. b




A
JNLITIINPITIA 21

roJ

PeGeHOK 3-Xx /1eT







CUHIPOM KOJIBLIEBOV XPOMOCOMEI g

0 Kapuorum 46 XX vnu XY, 1 (9).

1 OCHOBHbBIE KJIMHUKO-
Mop¢doIoTUYeCKHe TPU3HAKU:
XapaKTepHOe JIUIIO -
MUKpoItedaus, KOCOi pa3pe3
I71a3, peTPOTHATHsI, KOPOTKAS IIIes.

1 Y Bcex O0/IbHBIX HAOIIOIAeTC S

YMCTBEHHAasi OTCTAJIOCTD, 3a/iepXKKa
IICUXOMOTOPHOI'O Pa3BUTHUA.




CHHAPOM KOIIAYBEI'O KPHKA

0 -YaCTUYIHASI MOHOCOMHMS IO KOPOTKOMY
TJIeqy XpoMocombi 5 . CHHAPOM
MOHOCOMUH 5pP- OBLT IEPBBIM
OTNMICAaHHBIM CHHAPOMOM,
006yCI0B/IEHHBIM XPOMOCOMHOM
MyTaluen (Jenernyei). 3TO OTKPhITHE
caenan /bx. JlexxeH B 1963 T.

0 Y IeTeur ¢ TaKOU XpOMOCOMHOM
aHOMaJTer OTMeYaeTCs] HeOOBIYHBIN
/14, HAIIOMMWHAIOII UM
TpeboBaTe/TbHOE KOIIIAYbe MAYKAaHbe
Wiy KpUK. [1o aTol mpyuyrHe CUHAPOM
CcHa4asia 6bUT Ha3BaH CUHAPOMOM
«KOLIAYbero KpukKa». Hacrora
CUHPOMaA JOCTAaTOYHO BbBICOKAS A JIsI
eneuOHHBIX CHHAPOMOB - 1 : 45 000.




0 KnuHudeckast KapTUHA CUHAPOMaA 5P- JOBOIBHO CHJIBHO
Pa3/IN4yaeTCsl y OTAE/NbHBIX OOTBbHBIX TTO0 COUETAHUTO
BPOXKJIEHHBIX TTOPOKOB pa3BUTHsI opraHoB. Hanbonee
XapaKTEPHBIU MPU3HAK - «KOIIAYHUN KPUK» - 00yC/IOB/IeH
M3MeHeHHeM ropTaHu (Cy)xeHue, MATKOCTD XpsiliieH,
yMeHbllIeHre HAATOPTAaHHWKA, HeOObIYHAS CKJIaTYaTOCTh
CIU3UCTOM 000/104KHU). [IpaKkTHYeCKH Y BceX OOTbHbIX
MMEIOTCSI Te WJIN MHbIe U3MEeHEeHUs MO3TOBOM YaCTU Yepera 1
JIUTIA: TYHOOOpa3Hoe JIN1I0, MUKpoLiedasus, TUTIEPTEIOPU3M,
MUKPOTEeHUS, SITMKAHT, aHTUMOHTOJIOUZHBIN pa3pe3s I/1as,
BBICOKOE HEDO, TUIOCKAst CITMHKA HOCA. YIITHbIe PAKOBHUHBI
nepopMHPOBAHBI U PACTIONOXeHbI HU3K0. Kpome ToTO,
BCTPEYAIOTCSI BDOXKAEHHbIEe TOPOKU Cep/ilia U HEKOTOPBIX
OPYTrUX BHYTPEHHUX OPTraHOB, U3MEHEHH S KOCTHO-
MBIIIEYHOM CUCTeMBbI (CMHAAKTH/IUS CTOT, KIMHOAAKTHIUSA V
Ma/iblia KUCTH, KOCOJIAMIOCTh). BBIABIISIIOT MBIIIEYHYIO
TUIIOTOHUWIO, 3 MHOT/AA M IMACTA3 MPSIMbIX MBIIIII JKUBOTA. ‘




0 PebeHoxk c
BbIPa>KeHHbIMH
MpHU3HAKaAMH
CUHApPOMa
«KOILIAYbero KpUKa»
(Mukpouedanus,
JTIYHOOOpa3Hoe
JIAIIO0, SITUKAHT,
TUITePTEIOPU3M,
IIUPOKAST TIJTOCKAS
CIIMHKA HOCa, HU3KO
pacIioI0yKeHHbIe
yIIIHbIe PAKOBHUHBI).




CHHIPOM BOJIb®A-XWPILIXOPHA

0 IlonmynsiumoHHas 4acToTa -
1:100000.

0 0OyC/IOBJIEH Je/ielieli cerMeHTa
KOPOTKOTO I/IeYa XPOMOCOMEBI 4.

CHUMOTOMBI: 3a/lepyKKa POCTA,
pacienrHa ryost v Heba,
IIUPOKUU WU KIIFOBOBUHBIN
HOC; aCUMMETPUSA KOCTEU
yeperna, HU3KO
PaCIiO/IOKeHHbIe
nepopMHUpOBaHHBIE YIITHBIE
PAaKOBUHBI; FTeMAaTOMBbI KOXKU i
HeOOJTBIITNX Pa3MepOB B =
00J1acTu IULIA.

0 JKusHecriocoOHOCTH IeTei

PE3KO CHIXeHA. bo/BIIMHCTBO
YMHUPAKOT B BO3pacTe 0 1 roja.




Puc. 5.20.
et ¢ cuHgpomom Bonba-XupLUxopHa (MUKpouedanua, runepTenopusm, 3NUKaHT,
aHOManbHblE YLWHbIE PAKOBMHbI, KOCOrNasue, MMKPOTEHUA, NTO3).






CUHJIPOM OPBEJIU

0 OOyCJIOBJEH AeJeluel IIMHHOrO Iieda 13- XpOMOCOMBI.
[TonysioHHAs: 4YacTOTa HE YCTaHOBJICHA.

0 XapakKTepHbl MHUKpoledaus, OTCYTCTBHE HOCOBOM BBIPE3KHU
(IoO HEMmOCpPEeICTBEHHO IIEpPEXOAUT B  HOC), DIHUKAaHT,
AHTUMOHTOJIOWIHBIM pa3pe3 1Ij1a3, BBICOKOE HEOO, HH3KO
pacnoiaoXeHHbIe  AS(POPMHUPOBAHHBIEC  YIIHBICE PAKOBHHBI.
OTmeuaroTcsl nmopaxkeHus a3 (MUKpoTaabMHUs, KOCOITIa3ue,
KaTapakTa, peTuHOOIacTOMA), OMOPHO-/IBUTaTEILHOTO
armapara (KOpoTKas Ies, CHUHAAKTWINM KHUCTEM Hu CTOII),
aTpe3ur IpSIMOM KHUIIKHA. YacTbl MOPOKH pa3BUTHA Ceplia,
OYEK, TOJIOBHOTO Mo3ra. [[js Bcex JeTed ¢ CHHAPOMOM
OpOenu xapakTepHa N1y0oKas OJIMIo(pEHHUSL.

0 BoJbIIMHCTBO OOJIBHBIX C CMHJPOMOM 13q- moru6aroT Ha 1-m

roay KHU3HH. ‘







CHUHIPOM ITPAAEPA-BUJTJIN

0y 70% GOBHBIX HAOII0IA€TCS
YaCTUYHAA Je/els JJIMHHOTO
Iie4a 15-l XpOMOCOMBI
(oTIIOBCKast ajiiensp), y 5%
3a001eBaH€e CBSI3aHO C PYTUMU
repecTporuKaMu XpOMOCOMBI 15.




OcobeHHocTn cuHapoma lNpagepa — Bunnu

* [0 poxXaeHunA: HU3KaA NoagBUXXHOCTL rnioaa,

* 4acCTo — HenpaBwuJibHOE MNMoJsioxXeHue rnroaa,

* aucnnas3unsd Ta306eﬂpeHHbIX CyCTaBOB

*  OXUpPEeHue; CKNOHHOCTb K nepeefaHuto (HaLle NPOABIIAETCA K 2-M rogam);

*  TMOHWXEHHbIA MbILIEYHbIA TOHYC (TMMOTOHYC), MNOHWXKEHHas KoopAuHauus
OBVKEHWIA;

* ManeHbKne KUCTU U CTOoMbl, HU3KUI POCT;
* MOBbILLUEHHAA COHITUBOCTD;

* cTpabuam (Kkocornasue);

*  CKONnno3s (UCKpuBreHune Nno3BoHOYHKKA);
*  MOHWXEHHas NMTOTHOCTb KOCTEWN,;

* rycrtasi critoHa; nroxue 3yobl;

* CHWKEeHHasi (PYHKUMUS MOMoBbIX >Xenés (runoroHaausm);, B pesynsraTe, Kak
npaswuno, 6ecnnoaue;

¢ pedeBad 3a[epXKa, 3adepXKa MNCUXm4eckoro pas3Butnd, oOTCTaBaHUE B
OCBOEHWN HaBbIKOB o6u4ev| N MEJNTKOUN MOTOPUKW.

* Bonee nosagHee nornosoe co3peBaHune.

* BHelHMe npusHaku: y B3pOCrnbliX Bbipa)keHa nepeHocuua; No6 BbICOKUIA K
Y3KWIA; rNasa, Kak npasuno, MMHAaneBuaHble; ryobl yakue.

* Kak npaBuno, y BonbHbIX BCTpe4YaeTCA He bonee nATH BbllLUEYKa3aHHbIX
NMPN3HAaKOB.






CUHJIPOM JIN IDKOPIA ™

® YactuyHasg MOHOCOMMSA 22q11.2.
® [lomynsinMoHHAas 4acCTOTA - 1:20 00O0.

® bonbHBIEe UMEIOT CJIeyIoLe
KJIMHUYeCKHe MTPU3HAKU: TePeKThI
Pa3BUTHS TPETHETO U YETBEPTOTO
TJIOTOYHBIX KAPMAHOB, YTO MPUBOAMT K
TMIIOT/Ia3W Y WJTH aTlIa3uM THUMYCA C
nepuiriToM T-KIeTOK U
UMMYHOZepUIITOM; AepeKThI cepara U
XapaKTepHbIe JUCMOPPUIHBIE
M3MeHeHUs INLIA (TUIepTe/ioprusM,
KOPOTKasi OCh BeK, dMUKaHT, IIMPOKUH
KOPOTKHM HOC C BRIBEPHYTOH HOCOBO#
TJIACTUHOM, C1ab0 0003HAYEeHHBIH POT,
MUKPOPETPOTHATHSI, HU3KO
pacIioI0yKeHHbIe TMCMOPPUUHBIE YIITH),
BOJTYBSI TTACTb.

® Jletn c cunagpomom /Jln JHKOPAYKU 4acTo
dU3HYeCKU ¥ YMCTBEHHO OTCTAJIbIE.







CHMHAPOM MAPTHMHA - BEJIJIA

0 CHUHIPOM JIOMKOU, MU PParmibHON X-XpPOMOCOMBL.

0 HasBanme cmHApOMa 00BsICHSIETCSI 0CO00M PopMOit
CTpOeHUsT X-XpOMOCOMBI, KOTOpast UMeeT XOPOIIIO
3aMeTHYIO IIePeTsHKKY Ha KOHIIe TMHHOTO IJjIeva.

0 SBISETCS OJHOW U3 HarbOoJjiee pacipoCTpaHEeHHBIX TPUYUH
HaC/IeCTBeHHBIX OTUTOPppeHU Y My)KUYHH (IpUMEPHO 1 Ha

2000 POXKIEHMM ).
A
Curgpom nomMKos (PparmnbHoi) xpoMocomMe: X (CuHAPOM

Pwuc. 12.9

MaprTnHa-benna)

A - ”OMI)(aﬂ X-XPpOMOCOM3 MyMYMHbI (CEBa) M XNeHLMHbBI
cnpasa,

g - JInnyo nogpocrka ¢ cuHapomomM MaprmHa-benna.

5




Il st 60JIbHBIX XapaKTePHbBI HEKOTOPbIe MOP(OJIOTHYECKHE
IIPpU3HAKH, KOTOPhIe He BCETIa OTYETTUBO MPOSIB/ISTIOTCS
(BBICOKHIA BBITTYKJIBII 7100, KPYITHbBIE YIIIH U YETIOCTH,
KpYyIHbIe KUCTU PYK, YBe/IMYE€HHbIE STUYKU). YMCTBEHHOE

a3BUTHeE KojebieTcss MeXxry 3HadeHusmu [QQ ot 30 m0 65

WHOT/IA B TPAHUIIAX HOprI}I. Peun n306myeT moBTOpaMH,
4aCTo BCTpedaeTcsi CBoeoOpa3Hoe 3aukaHue. s gereit
XapaKTepHA ABUTATE/TbHASI PACTOPMOXKEHHOCTh U
HEKOTOPbIe CUMIITOMBI ayTU3Ma gje6eH0K n3beraer
I7Ta3HOTO KOHTAKTA, TPOU3BOJUT CTEPEOTUITHBIE IBYKEHUS
PYKaMHM, UCITBIThIBAET CTpaxu). Jlayke Ipu JIerKOM CTereHu
WHTEe/IEKTYaTbHOM HEeJIOCTaTOYHOCTH JIETH C TPYZIOM
OBJIa/IeBAIOT HaBbIKaMM CYeTa U THChMa.







