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PYIINA




©® YMCTBEHHas OTCTaNoCTb (ManoyMMe onmrocbpeva
OAlYyoC — MasibiM + PPNV — YM) — BPOXKAEHHaA
MM NpUOBpEeTEHHAA B paHHEM BO3pacTe 3aJepKKa, 1mbo
HernoJiHoe pa3BUTHE , NpoABAAKLLaACA
HapyLleHnem , Bbi3BaHHaA
1M BegyLwana K
[lpoABnAeTcA B nepByo o4Yepeb B OTHOLLEHMM
(OTKyAa Ha3BaHME), TaKXe B OTHOLLUEHMMU ,

7 :
® TepMMHH «onurodpeHns» Npeasoxmui . Bo
MHOIOM OH COBPEMEHHOMY MOHATUIO

YMCTBEHHOM OTCTA/IOCTU. B TO e BpeMs nocneaHee
MOHATUE HECKO/IbKO LUMPE, TaK KaK BKJIOYAET HE TOJIbKO
3aJepXKy NCMXMYECKOrO PasBUTUA, BbI3BaHHYIO
OpraHWMYeCKOM NaToJIOrMeN, a, HaNpUMEP, CoLMasIbHO-
neJlarormMyeckyto 3aI'IyIJ.I,eHHOCTb M AMArHOCTMPYETCS B
NepBylo o4epeb Ha OCHOBE ornpefesieHMs CTEMNEHU
Helopa3BUTUA MHTENNIEKTA 6E3 YKAa3aHMS

" MEXaHM3Ma.



3 CTYNEHS ONiroopeHil:

nebinbHICTL imOeUinbHICTL iﬂi'oﬁn
nebunbHOCTL UMBeLMNLHOCTE OTHA
debility imbecility idiocy



@ XpPOMOCOMHble 601e3HMN — Hac/ieACTBEHHbIE
3a060/1€BaHMA, 00YC/IOBNEHHbIE M3MEHEHUEM YMUC/IA
UM CTPYKTYPbl XPOMOCOM. K XpOMOCOMHbIM
OTHOCATCH , 00YCNOBJIEHHbIE FEHOMHbIMM

UM CTPYKTYPHbIMU M3MEHEHMAMMU
OTAE/IbHbIX XPOMOCOM. XPOMOCOMHbIE GONE3HM
BO3HMKAIOT B pe3y/ibTate MyTalMM B MOIOBbIX KNETKax
0JHOro U3 poauteneun. 13 noKoaeHusa B NOKoJIEHUE
nepegarTca He 6onee 3—5 % U3 HUX. XPOMOCOMHbIMM
HapyLeHUAMM 06yC/1IoBNEHbI NpMMepHOo 50 %
1 7 % BCEX MEPTBOPOXKAEHMM.

® Bce XxpoMocoMHble 601E€3HU MPUHATO A€/ IMTb Ha JBE
rpynmnbl: aHOMaJIM1 YUCJ1a XPOMOCOM M HApYLLUEHMUS
CTPYKTYPbl XPOMOCOM.






© CuHpapom JlayHa - XpOMOCOMHasA aHoOMauA, Npu
KOTOPOU B KapMOTMINE MMEITCS p,ononHMTeanble
KOMNMWUM reHeTUMYECKOro MaTtepmasia no 21-ou
XpOMOCOMe, T. €. HabagaeTcsa TPUCOMUA NO
Xpomocome 21. PeHoTUNMnYeCcKmne npusHaku

cmHapoma JlayHa npeacTaBnieHbl 6paxmuedanment,

NI0OCKUM JIULIOM U 3aTbIJIKOM, MOHIO/IOMAHBIM
Pa3pe3oM rasHbIX Weneu, 3I'II/IKaHTOM KOXKHO
CK/Ia[IKOM Ha Liee, YKOpOoYeHneM KOHe‘-IHOCTeM
KOpOTKOI‘IaﬂOCbeO nonepeYyHon NaJloHHOU CK1a/IKoM
n ap. CuHapom JayHa y pebeHKa MoXKeT ObITb
BblSIBJIEH NpeHaTasibHO (Mo AaHHbIM Y3U, 6uoncum
BOPCUH XOPMOHA, aMHMOLEHTE3a, KopAoLueHTe3a) 1
nocne poxJaeHMA Ha OCHOBAHMM BHELLIHMX NMPU3HAKOB
M FeHeTUYEeCKoro nccnegosaHma. et ¢ CMHAPOMOM
JayHa Hy>XJ1al0TCA B KOPPEKLMM CONMYTCTBYHOLMX
HapyLUEeHMU pa3BUTHA






CUHApPOM KoWaybero KpmkKa ( cri du chat syndrome, maladie du
cri du chat; Tak)Xe 60/1€3Hb KOLlaYybero Kpuka, CMHAPOM — 1o
MMEHU onucasLlero ero B 1963 roay gppaHLy3CKOro y4€Horo) — peakoe
reHeTMYeCcKoe pacCTPOMCTBO, Bbi3bIBAEMOE OTCYTCTBMEM (pparMeHTa

FfeHeTHKa

46 XX unn XY, 5p-. AnarHos noateepraaeTcs
C NPUMEHEHMEM OZHOI0 U3 METOL0B UAEHTUPUKALMU
XPOMOCOM.

XPOMOCOMHO CMH/IPOM KOLLIAYbero Kprka 06bACHAETCA YaCTUYHOM
; OH pa3BMBaETCA Npu (C yTpaTom oT Tpetu Ao
MOJIOBMHbI, peXe NnoJsiHas

yTpaTa) KOPOTKOro njeva natom . [AnA pa3BUTUS KIMHMYECKOM

KapTUHbI CUHAPOMA MMEET 3HAYEHME HEe BE/IMYMHA YTPAYEHHOr0 y4acTKa, a

KOHKPETHbIN He3HauUMTE bHbIM (bparMeHT XpOMOCOMbI. M3pesika oTMevaeTcs
no Aeneumm nam o6pasoBaHME KOJbLLEEBOM XPOMOCOMbI-5.



KnanHuka

Mpu 3TOM CUHAPOME HabloaaeTcs:

obllee oTCTaBaHUE B Pa3BMTUM,

HM3Kas Macca npu poXxaeHWM 1 ,
JIYHOO6Pa3HOE UL C LUIMPOKO PACCTaB/IEHHbIMM F1a3aMM,

XapaKTepHbIM Naay pe6éHKa, HanoMMHAILLMI Kollaybe MAYKaHbe,
MPUYMHOM KOTOPOrO ABNSETCS U3MEHEHME FOPTAHU (CYyKEHUE, MATKOCTb
XpAllen, YMeHbLLUEHME HaAropTaHHUKA, HeO6blYHasA CKNa44aToCTb
C/IM3MCTOM 060/104KU) MM HEeAOPa3BUTME ropTaHu. MpM3HaK Mcye3aeT K
KOHLlY NepBOro ro/la *Mm3Hu.

Kpome Toro, BCTpevarTcs BPOXKAEHHbIE NMOPOKM CEp/LA, KOCTHO-
MbILLIEYHOM CUCTEMBI U BHYTPEHHUX OPraHoB, , , HM3Koe
pacnosioxkeHme 1 aecdopMauma YLIHbIX PAKOBUH, KOXKHbIE CKNIAJIKM Briepeam
yXxa, (YBE/IMYEHHOE PACCTOAHUE MEKIY KAKMMU-TMBO
NapHbIMK OPraHamu MM aHaTOMUYECKMMMU 06PaA30BaHUSAMM — HaNpUMEp,
MEXAY BHYTPEHHUMM KPasiMU T1a3HML,, TPYAHBbIMM COCKaMM),

(nonepeYyHas KoxHaa CKaZlKa OKOJI0 BHYTPEHHErO Yyraa rnasa, 06bI4HO
JIBYCTOPOHHSASA; HanMboiee YETKO BbiparkeHa npu ),
aHTUMOHIOIOMIHBIN pa3pes rnas.



Cungpom HIEPEHIEBCKOI'O-TEPHEPA

KpbinoBuaHasi JInmcpaTuyecknin oTéK
cKnafka Ha lwee cTonbl




@ CuHgpom LlepeweBcKoro-TépHepa - 3TO BPOXAeHHaA NaTtonorus,
Bbl3BaHHAA aHOMaJIbHbIM KOJIMYECTBOM y pebeHKa.
CyuiecTByeT HECKOJIbKO BUAOB 3TOr0O . Bce
OHM CBA3aHbl C OTCYTCTBMEM BTOPOMU X-XPOMOCOMbI Y HOBOPOXKAEHHbIX
AeBoYeK. ITOT reHeTUHeCKUM AedeKT MMeET PAJ XapaKTePHbIX BHELLHMX
NpM3HAKOB. TaK Kak B reHoMe AeTen C 3TMM CMHJPOMOM OTCYTCTBYeT Y-
XpPOMOCOMa, CTPagalT UM TOJIbKO AEBOYKM.

PacnpocTpaHeHHOCTb cMHApoMa LLlepelieBckoro-TépHepa cocTaBaAEeT Mo
pa3/iM4HbiM gaHHbIM oT 0,02 ao 0,033% (oduH cay4al Ha 3 - 5 mbicay
HOBOPOXKOEHHbIX aesoqu) Bone3Hb BCTpeYaeTCcAa NOBCEMECTHO U Y
npeAcTaBMUTENIEM BCEX pac M HapooB. Kakmx-nnbo onpeaeneHHbix
(baKTOpOB, MOBbLILLAOWMX PUCK NOABNAEHMA JAHHOIoO 3a601eBaHMS,
BbIAB/IEHO HE 6bINO0.

B oT/IM4Me OT MHOTMX APYrMX XPOMOCOMHbIX 3a601€BAHMI JAaHHbIM
CMH/IPOM XapaKTepu3yeTcs BroJiHEe 61aronpuATHbIM NPOrHO30M.
BO/IbLUIMHCTBO AEBOYEK HE TOJIbKO BbIKMBAKT, HO U MOXKET BECTM BMOJIHE
HOPMaJ/IbHY0 CAMOCTOATE/IbHYI0 *M3Hb. OCHOBHbIE NPOG/IEMbI CBSi3aHbI C
3HJOKPMHHbIMM HapYLLEHUSMM.



® YTo0 Takoe cuHapomM KnamHdenbtepa?

® - reHeTMYecKoe 3aboseBaHue, XapaKTepuaylolleecs
Ha/IMYMEM ZIOMOJIHUTE/IbHOM Y KEHCKOM MOI0BOM XPOMOCOMbI X (OAHOM MU
HECKOJ/IbKMX) B MYXXCKOM KapuoTtune XY, u npoasialoleeca, B NepByto oyepesb,
SHAOKPUHHbIMM HAPYLLIEHMAMM NO TUMY NEPBUYHOIO MYXKCKOIO MMNoroHagmsma
(He[oCTaTOYHOCTM 06pa30BaHUA MOJIOBbIX HenocpeACTBEHHO B MYXKCKMUX
MOJIOBbIX }KeJie3ax - AMYKax).

Mo MeaAMUMHCKOM TpaauLMM CUHAPOM MOJyYMN CBOE Ha3BaHME B YECTb aBTOpa, B
1942 roay BnepBble ONMMCaBLLErO KJIMHUYECKYH KapTMHY NaTos1ormu.
Kapuotun npu cuHapome KnamHdenbtepa

® KaK M3BEeCcTHO, reHEeTMYECKMIM HAabop Ye0BEKA HACUMTbIBAET 46 XPOMOCOM, U3
KOTOPbIX 22 napbl Ha3bIBalOTCA COMATUYECKMMM, A 23-4 - N0JI0BaA, HECYLas reHbl,
onpeaensolme B Aa/ibHENLLEM NPUHAANEKHOCTb MHAMBUAA K MYKCKOMY MM
YKEHCKOMY Mnosy.

YKeHLWMHbI MMEIOT Napy MOJI0BbIX XPOMOCOM XX, a MY>X4YMHbI - XY. OCOB6EHHOCTbIO
cuHapoMa KnanHdenbtepa ABnseTca 06a3aTe/IbHOE Ha/IMUME MYKCKOM Y
XPOMOCOMbI, MO3TOMY, HECMOTPA Ha AOMNOJIHMUTEJIbHbIE X XPOMOCOMbI, MaLMEHTbI
BCeraa ABJAITCA MYXUYMHAMM.



Mo konuyecmsy donosiHUMeIbHbIX X XpPOMOCOM passudarom caedyroujue sapuaHmel
cuHOpoma KnaliHpenbmepa:

1. Hanbonee 4yacto BCTpevaroLWMMCA Knaccuieckui cuHapom KnarHdenbtepa: 47XXY.
2. 48XXXY.

3. 49XXXXY.

Kpome Toro, K cMHapoMy KnanHdenbTepa TakKe OTHOCAT MYXKCKME KapUOTUIbI,
BKJIHOYaKOLWME, MOMMMO AOMNOJIHUTENbHBIX X XPOMOCOM, AOMOJHUTE/IbHYIO Y XPOMOCOMY -
48XXYY.

1 HakoHel, cpean NauMeHToB ¢ cMHAPoMoM KnalHdenbTepa BCTpevarTca amua C
MO3aMUHbIM KapuoTHINOM 46XY/47XXY (4acTb KNETOK MMEET HOPMaJIbHbIM XPOMOCOMHbIM
Habop).






