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CuvHpapom
LLlepelwueBCKOIro
-TepHepa — 3T0
XPOMOCOMHOE
3aboneBaHue,

BbI3BaHHOE
OTCYTCTBMEM WU
nedekToM ogHom

X-XPOMOCOMB!.




3aboneBaHne 661110
OTKpbITO B 1925 roay
YYEHbIM
LLlepelwieBcknm. B 1938
roay y4yeHbin TepHep
6onee noapobHO
onucan CUHAPOM,

BblAENUB NMpucyLme
eMY KJIMHNYECKue
npu3Hakn. B 1959 roay
6b151a JOKa3aHa

reHeTndeckasa npupoaa
CUMHApOMaA
LLlepelueBckoro-




B cpeaHeMm AAHHOoe
3aboneBaHne BCTpeYvaeTcs C
4acTOTOM 1:1500
6epeMeHHOCTEN. PoXXaeHue
neTen C CUHAPOMOM
NPONCXOAUT elle pexe, T.K.
6epeMeHHOCTb 4acTo
NpepbIBAaeTCs Ha  PaHHUX
CpOKax.

CuHapom LLlepewieBckoro-
TepHepa B 6O0JbLUMHCTBE
C/ly4daeB BO3HUKAET TOJbKO Y
NEBOYEK, KpalHe peako
[aHHas naTtonoruns

BCTPEYaeTcsd Yy MasibunKOB.
[aHHbIX 3a
HacneACTBEHHOCTb
3ab01eBaHuUS He
obHapy>XeHo




Y 340p0OBOro 4yenoBeka Kaxkaas K/eTka opraHu3Ma COCTOUT U3
O[MHAKOBOIro Kosmn4yectsa XpoMocoMm (23 napsl). Moa BivsiHMeM
Pas3NnUyHbIX (aKTOPOB BO3MOXHO HapylueHWe raMeToreHesa, B
pesynbTaTe 4ero nocse onaoaoTBopeHuss obpasyeTca 3urota C
HapyLLUEHNEM KOSIMYECTBa XPOMOCOM.

CuHapoMm LLepelueBckoro-TepHepa ABNSeTCa OAHUMM U3 NPUMEPOB
TAKOW MNaToNormn: Kapuotun pebeHka cocTouT u3 45 XpoMOCOM
(ooHa 13 X-XpOMOCOM OTCYTCTBYET WK UMeeT aedeKThbl).

[MPUYNHBI TaKMX HAapYLUEHNUW HA AAHHBIN MOMEHT OKOHYaTESTIbHO HE
BblACHEHbI. HeT noaTBepXXAeHHbIX AaHHbLIX M O HAacneACTBEHHOCTU
NaHHOro 3aboneBaHMss WNWM  BAMSHMS BO3pacTa poauTenen.




BHewHUM BnA 601bHbIX




CKNaKku KOXu B
0bnacTn weun —
XapaKTepHbIN MPU3HAK
6one3Hun. Ha goTo:
[IEBOYKA A0 U nocne
NJ1aCTUYECKON

onepauuu




OT1cyTcTBME MnKn aedeKTbl X-XPOMOCOMbI MPUBOAAT K HApPYLUEHWNIO (N3NYECKOro u

NosI0BOro pa3suTus. B 60NbLUMHCTBE CyyYaeB YMCTBEHHbIE CNOCOOHOCTM OCTalOTCA

HOPMasbHbIMKN, PeXe UHTENNEKT MOXET OblTb HE3HAUNTENIbHO CHUMKEH.
OCHOBHbIE K/IMHUYeCcKue npusHakum cuHapoma LlepeweBsckoro-TepHepa:

*Hnskast Macca Tena n poct pebeHka nNpu AOHOWEHHON HGEpPEMEHHOCTH;

«CoxpaHeHMe HU3KOro pocTa rno Mepe passuTus pebeHka (Kak npaBuio, poCT He

npesbiwaeT 150-155 cm);

e«lies cunHKCa» (KOpoTKas Wwes C KPbIMOBMAHBbIMU CKIaAKaMn);

LLinpokaga rpyaHasa KneTtka;

*ManeHbKne HU3KO PacriosiOXKEHHbIE YLUW;

*/IckpnBneHne NoKTeBbIX CYCTaBOB;

*KopoTKMe nanbLbl PyK 3@ CYET YKOPOUYEHNS MSACTHbIX KOCTEN;

JlInmpocTas (0TEYHOCTb) CTON U KUCTEN;

*[TOpOKKN NONOBOM CUCTEMBI (YMEHbLLEHNE Pa3MEPOB MaTKWN, OTCYTCTBUE SIMYHUKOB,

HeJopa3BUTME KIIUTOPa U MasbiX NOMOBbIX ryd, rmnepTpodupoBaHHble 6onbLune

nosioBble rybbl 1 ap.);

*OTCyTCTBUE MK Crlabast BbIpaXXeHHOCTb BTOPUYHbBIX MOJIOBbIX NPU3HaKoB (OTCYTCTBME

MEHCTpYaLui, Marioe OBOIOCEHNE NI0B6Ka M MOAMBILLEYHbIX BNaAuH, HEAOpPa3BUTUE

MOJIOYHbIX Xenes);

*BO3MOXHbIE MOPOKN Pa3BUTUS CEPAEUYHO-COCYANCTON, MOYEBLIBOASLLEN U

SHOOKPUHHOWN CUCTEM;

*CKJIOHHOCTb K MOBbILUEHHOMY apTepuanbHOMY AaBNEHUIO U OXKUPEHUIO.




AHanM3 KpoBu Ha rapMoHbl (npu
NAHHOW NaTOSIOMMK 3HAUYUTENBHO
CHUXKEHO KOJIMYECTBO
3CTPOreHOB W MOBbilEH YPOBEHb
®CI n JIN);

OnpefneneHue KapmoTuna,
KOHCY/bTaUusa reHeTuKa;

KoHcynbTauua akywepa-

FTMHEKonora;
Y3U opraHoB Manoro Tasa;

KOHCynbTaunu y3kmx
crneuuanncToBs no
HeobxoaAnMOoCTH;

JlononHuTenbHble MeToabl
obcnenoBaHns aANns BbIBAEHUS
NOPOKOB Pa3BUTUA MO
NOKa3aHMSAM.




Cneuunduueckoe nevyeHme cuHapoma
LLlepewieBckoro-TepHepa
OTCYTCTBYET, Ha AaHHbIM MOMEHT HET
BO3MOXXHOCTU U3MEHEHUNS KapuoTuna
YyesioBeKa, HO CBOEBPEMEHHO Ha4vaTas
Tepanusa nomoraeTt pebeHKy BecTu
HOpPManbHbIN 06pa3 KMU3HW.

CvuMmnToMaTHuyeckoe sieueHue
COCTOMT U3 HECKOJIbKMX 3TanoB:

Mprem aHabonuuecknx cteponaos u

COMaTOTPONMHA ANS YBEIMYEHUS POCTa
MNaLUMEHTKN;

DCTporeHcoaep Kallue npenapatbl C
nepuoja NosioBOro Co3peBaHua ans
Pa3BUTNSA BTOPUYHbIX MOJIOBbIX MPU3HAKOB
N POPMUPOBAHNS XKEHCKOIO
TENOC/IOXEHUS;

JleyeHne BPOXKAEHHbIX MOPOKOB
pa3BUTUS;

KoppeKkumsi BO3MOXKHbIX KOCMETUYECKNX
nedeKkToB.




[1pOrHO3 ANAa XXU3HU U
300POBbs 6/1aronoyYHbIN Npu
OTCYTCTBUM TSHKENbIX NMOPOKOB
pa3BUTUS.

AnnTtenbHoe BpeMs XEHLLUMHBbI C
cMHapomoM LLepelueBckoro-
TepHepa oCTaBaIuUCb
6ecnnogHbiMK. Ha AaHHbIN
MOMEHT B CBSI3U C YCMELUHbIM
pPa3BUTMEM PENPOAYKTUBHbIX
TEXHOIOrMN BO3MOXXHO
HacTynneHne 6epeMeHHOCTH
(MeTOAOM
3KCTPaKoprnopasibHOro
ONSIOAOTBOPEHUS C
MCMNONb30BAHUEM YYXKUX
ANLEKETOK).




