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Knaitagensrepa — XpoMocoMHas aHOMalMsl, Xap
4 TI0 MOJIOBBIM XpOMOCOMaM. BO3MOXKHBI pa3JIMYHbIE BapUallAA
sl 10 X-XpOMOCOME, MOJMCOMHS IO Y-XpOMOCOME IIPA MOHO- W HOJI
omMe X. BceTpeuarorcs paznuuHble KOMOWHAIIMM XPOMOCOM, HamOoJee
oMbl HaOmomaroTcss mnpum kKapuotmme 49, XXXXVYVY. HaubGomee pacmpoc
YHBIM Kapuotun 46, XY/ 47, XXV, 601bHbIE MOTYT UMETh HOpMaJIbHbIM KapUOTE
K€ HE JI0raJIbIBaThCs O HAJTMYNU aHOMAJIWH.




ya Obu1 oncad B 1942 rony, Ha
BUYHBIM MY>KCKOW THUIOTOHAAU3M), OBLI
>HETUYECKHE OCHOBBI 3a00JI€BaHNS OCTABAIUCH
IHBIM, [IMTOI€HETHYECKAs OCHOBA cuHapoma KiaiiHpe
ynucana bpure u bapom. B kapuoturne 00JbHBIX OHU BBISIBU
OJIUCOMUs TI0 X-XpOMOCOME), TaKUM 00pa3oM, MX KapHOTHIl
.

/

TUM CBEJIEHMS LMTOr€HETUYECKas OCHOBa cHHApoma KiaiHdens
1959 rony Jlxakobcom u Crponrom. Mmu OBUIO YCTaHOBJIEHO

JIbHOW X-XpoMocoMbI ipu cuHapome Knalindensrepa .

BaAHUE, B KOTOPOM BIIEPBbIEC OBLIO OMYOIMKOBAHO MH(POPMALIMIO O YEIOBEKE
DUOTUIIOM TTOsBMJIOCH B 1959 rony. Ero onmyonukoBan a-p Aoec. A. Cmpone

u llampuuus A. JDceiikooc (Patricia A. Jacobs),koropeie pabora
OTOT Kap

Western General Hospital B OaunOypre, I[llotnanawms.
y KOTOpOro ObUIM TPU3HAKU CH

exKall 24-JIeTHEMY MY>KYUHE,

IBTEPA.




PUYUHBLI BO3HUKHOBEHUA

a5 XpOMOCOMa X OCTaeTCH B CBA3W C HepacxoxaeHue
A03a | (rameToreHesa). HepacxoxaeHue npoucxoanuT TOr
/AYHbIE XPOMOCOMbI, B JaHHOM Cry4ae NnosioBble X U Y XPOMOCC
l0TCH, 0O6pa3ys cnepmaTo3ouabl C X 1Y XpOMOCOMaMu COOTBETCT
3 4yero, 0bbI4HO HopMarnbHag (X), onnogoTBOPEHHAs AULIEKIIeTKa Np
SHUO XXY noTtomcTBa. Habop XXY XpoMOcoM aBndeTcs oaHOMN N3 Hanbor
DCTPaHEeHHbIX reHETUYECKNX Bapuaunm XY Kapnuotuna, Kotopas BCTpedae

NpuMepHO y 1 Yenoseka cpean 500 HOBOPOXKAEHHbLIX Manb4YMKOB. L.

[O MEXaHN3M COXPaHEHWS! AOMOMHUTENBHON XPOMOCOMbI X - KEHCKIIA 1 CBSI3a
SXOXAEHNEM XPOMOCOM BO BpeMsi Melio3a |l. HepacxoxaeHue 0yaeT NpouCXOauTt
13, Korga CeCTpuHCKmne XxpomMatugbl NooBbiX XpOMOCOM, B 3TOM Clydyae XX, He
lenstoTcs. B Takom crniyyae, savgekneTtka éyaet nMetb Habop XX XpoMOCOM 1 fNoche
; ONSI0AOTBOPEHUSI cCNepmMaTo3onaom Y, nosiBUTCs XXY NOTOMCTBO.

[ MIIEKONUTatoLLME NMMEKOT Boree ogHon X-XpOMOCOMbI, OAHAKO FEHbI BCEX, KPOME
OAHON X-XPOMOCOMbI HE BbIPaXXEeHbI; TO 3TO ABNEHNE U3BECTHO NOA Ha3BaHUEM X-
IHakmueauyusi. OHo BCTpeyaeTcsa cpeaun XXY MY>X4YUH N 'y HOpMarbHbIX XX KEHLUUH.
JAHAKO, Y XXY MY>XUYMH, T€ FEeHbl, KOTOPbIE PacrnonoXeHbl B NceBA0ayTOCOMaribHUX
NacTAX X-XpPOMOCOM, MMEIOT COOTBETCTBYIOLLIE M FEeHbl Ha Y XPOMOCOME, NOSTOMY

A MOTYT AENCTBOBAaTb Aaxe Npu MHaKTUBaUMN. TN TPUNNOonUgHbIE reHbl Y XXY My>KYuH
MOrYT Bbl3BaTb CUMMTOMbI, CBSI3aHHbIE C cnHapomom KnanHdensrepa.



)BIICHHSL JIMArHO3a

‘ IIPOBECTHU

muna (KapUOTUITMPOBAHU

- OCYIIECTBIISIETCSA yTeM

O0oJbmIoro oOpasia KpOBH.

0 BBIJCHSIOTCS JICHKOIIUTHI,

AIOTCS B IUTATCIBHYIO CPENy,

IIPOBEPSAIOTCS HA XPOMOCOMHBIE

TaKue KaK HaJIMYHEC
Ol X-XpOMOCOMBI.

MOXET OBITh  YCTAaHOBJICH
ITAJIBHO, C TOMOIIBIO OuoONnCuUU
1 amHuoyenmesa. Bo BpeMs 3THUX
IydaeMmblii oOpasel] TKaHW IUI0ja,
raercst AHK, koropas uccienyercs

reHeTUYeCKuX aHomanuii. O030p
X JaHHbIX 3a 2002 1., mokasal, 4To
oepemenHoctern B CIIA, ecnu y
iy oOHapyXeH CHUHJIPOM

OBLIN MPEKPAILICHBI.

BERY : 47, XXY

Cell No.: 003




KUTENbHbIN)- XapakTepusyeTcsa Tewm, 4yTO
XPOMaTUH MO XXEHCKOMY Tumy. Y OOonbHbIX Yalle
a, pexxe — HecKorbko X-xpomocom (kapuotun 47XXY; 48X
HbIX cuHapomMoM KnanHdbenTtepa 4acTo CHUXEH, npep,nonararo :
ApornopuMoHanbHa 4ncny [[OobaBoyHbIX X-XPOMOCOM B Kap
DOSABIEHNIO BbIAENAOT ABe OCHOBHblE (DOPMbI:
- XapaKTepuayeTca HopmarnbHbIM PasBUTMEM MOMOBbLIX OPraHoOB U B
3HAKOB, HaNM4YnemM rmHeEKOMacTn 1 HEKOTOPbIM OTCTaBaHUEM POCTa.
0 - OTMEYalTCA eBHYXOMOHOE TerlocroXeHune, Heoopa3BUTUE MOSIOBbIX of
€H YyacTo bbIBaeT MarnblX pasmMepoB, SANYKM MIOTHblIE U MareHbKUe) U BTOPL
3HaKOB.

DOMaTUHOTPULLATENBHLIN) - XapakTepuaytowwascs noctnybepratHOM atpodmuen sv
HbIM OTCYTCTBMEM repmMuHaTuBHbIX KreTtok. Kapuotun 46 XY. OnucaH elle CUHAE
epa c kapuotunom 47 XYY, npu KOTOPOM AUCTEHE3USI CEMEHHBIX KaHarbL
Cd BecbMa peako. CyuwlecTByloT ABe PasHOBUAOHOCTM XpoMaTUHOTpUUAaTerb
IHOpoma KnanHdenTtepa: i
Xapaktepusyerca nocTtnybeprtatHon atpodumen aumdek. OTmedaroTcs rmanuH
B, JIMLWEHHbIX CEMSAPOAHOro 3anuTenusl, obunme B HUX 3MacTUHECKOW TKat

BbI PUOpPO3, cKonmneHne MHTepPCTULManbHbIX OHOOKPUHOLIUTOB.
DA3HOBUAHOCTU TUMUYHO OTCYTCTBUE FrepPMMHATUBHBLIX SNEMEHTOB, XOTS B KaHanbl
ep>|<aTc;| nogaepXueatoLume (CepTonueBbl) KNETKU.







Alla, TMMOAMBIIICYHBIX BHAJIUH U

(KaJIbHOTO JMUTENNs OOHApyKUBAIOTCS
0 XpOMATHUHA;
1 JICWJIUTOBCKUX KJIETOK C HOPMAJIBLHOM WU
HIDKEHHON UX (QYHKIMEH W YBEIHMYCHHEM
)OJUIAKYJIO CTUMYJIMPYIOIIETO TOPMOHA U JIP.

pome KnaitHdentepa Hepeako MOKHO HaOIIOAATh
EPThl B TMOBEACHUU OONBHBIX. XapaKTePHBIMU IS
1 BSJIOCTh, IMACCUBHOCTh, yTpara WHUIIMATHUBBIL,

IPAKEHHOIO MHTEPECA K OKPYKAIOIIEMY, IIPU3HAKH
, 3aMKHYTOCTb, MHHTEIFHOCTH, CKIOHHOCTh K

M BCHBIIIKaM. B HEKOTOPHIX CIy4asx MpOSBISACTCS

" K OpONSKHMYECTBY—  yXOI M3  JIOMA,
M€ aJIKOTOJIEM, COBEPIIEHUE AHTUOOIECTBEHHBIX

TpaBoHapymeHuii (kpaxa, nogxor) . TopMoxkeHue
aJ1 BO30Y>KJIeHUEM




AM OTHOCSITCS:

THU3IIUS;
onmao;
M («buubu 3yOb1»);
>HO3HOW CUCTEMBbI;
€ TIOBEJICHUE;
VHHBIE 3a00JICBaHUS;
€ MOJIBUKHOCTHY;
CaMOOIICHKA;
ICHHAsl Pa3IpaKUTEIIbHOCTD;
Y POCT U CKJIOHHOCTb K IIOJIHOTE;
CHUE MOTOPHBIX (DYHKIUI U PA3BUTHUSIL.
(vKa MOpPOSBICHUS CHUMITOMOB MOXET BapbUpPOBATh B 3aBUCUMOC

. I00ABOYHBIX XPOMOCOM.




,HE penaparoB [
OpPpPUTHpPYIOIIasi BUTAMUHO- U
5—6 5eT W NpoJOJDKEHHasT B
OCpTaTHBIA IEPUOABI, NPUBOAUT K
YK W COXpaHeHHIo0 (GepTHIbHOCTU (B
PU HEPE3KO BBIPAKECHHOM TMHEKOMACTUHU
BATh TMMHACTUMKY, B NIPOTMBHOM CIIy4ae
romusi. JledeHue HEOOXOAWMMO TMPOBOAUTH C
OCTM IICUXWKH W TOBBIIIEHHOW MHHUTEIBHOCTH
OOJIbHBIX. BOJIbHBIE HYXKJIAIOTCS B MOKU3HEHHOU

1 TOPMOHAJIBHOM TEpaIlH.
ype3MepHoe (UKCHUpOBAaHHME BHUMAaHUSA Ha
)CTY  IIOJIOBOM  CHUCTEMBI MOXKET  OKA3bIBaTh
DYIOIIEE JEWCTBHE M NPUBOAUTH K IOJIOBOU
HocTu. [locienoBarenbHOE M 4YETKOE IPOBEICHUE
ICYCOHBIX MEpPOINPHUATUA TIO3BOJIIET B KAKOMU-TO
pPOBaTh KAaK T'€HEPATUBHYIO, TaK U KONYJIATHBHYIO
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