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feHOMHble 6one3Hu cBfA3aHbl C UI3BMEHEeHUEeM KonmnyectBsa XpoMOCOM B "
XPOMOCOMHOM Habope, YTO NPUBOAUT K pa3fiMiyHbIM 3aborneBaHnNAM y 4
yenoBekKa.
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: CuHpgpom [layHa

CuvHppom [layHa- 3TO 3aboneBaHne, cBA3aHHOE C JIMLLHEU XPOMO-

- comomn B 23 nape (Tpucomusa 23 napsbl). Yawe Bcero takoe
3aboneBaHne BCTpe4vyaeTcs, €CriM XeHLUMHa poXxaeT pebeHKa B
Bo3pacTte, cTtapwe 30 net. BHelwHe OHO BbipaXaeTcs B
crneayrwomMx npu3HakKax:
NocpepnHe nagoHun 6o0nMbLHOro nonepe4vyHasn ckrnagka. NocTtossHHO
" | OTKpPbITbIX POT U OONbLUON A3bIK, He YyOuparLwmnca Bo pty. MNaATHa

Ha pagayXXHou oborioyke rnas. YMCTBeHHas OTCTanocCTb.
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CBs3zaH ¢ Tpucomuen 13 napbl XpoMocoM. ITo 3aboneBaHue
BblpaXeHo B pacLiensieHuu BepxHeun ryool, TBepaoro Heba,
CKOLUEHHbIN 106, y3KMe rnasHble Wwenu, BoaBrieHHasa nepeHocuua,
NIAWHWUIA nanewy Ha pyKax.
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CManOM
KnanHdenbrer

Amo 3abosieeaHue ecmpevdaemcsi KaKk y My>X4YUH ,maK uy
JKEeHUW,UH.

lMpu amom 3abosesaHuu e pesysibmame HepacxoXXO0eHus
XPOMOCOM pu mMelio3e ,0p2aHu3M nosydaem auwHue X
XPOMOCOMbI, HAaNpUMep MyXX4YMHa ¢ 3TUM 3aboneBaHMUeM
MOXEeT UMEeTb : OA4HY, ABe UNn aaxe Tpu nuuwHune X
XPOMOCOMbI. Takue My>X4YUuHbl 6ecryIo0HbI, Yy HUX
Habsirodaemcsi yMcmeeHHasi omcmasiocmb, YeM 6osibue

X XpoMOCOM , meM cusibHee yMcmeeHHasi omcmasiocme.
XeHwuHbl ¢ nuwHeu X xpomocomol XXY, o6bI4YHO
azpeccueHbl, rpPosiesIIFOM MY)XXCKUe Kadecmea, 4acmo
Jsiudepnl.

BHewHe me u dpyaue nouymu He omsiu4aromcsi om
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HJaHHOe 3aboneBaHMe HabnoOaeTcAa y XeHLMUH U CBA3aHO C TEM, YTO Y -
OonbHbIX 8Mecmo dsyx X XpoMOCOM OOHa. :
Mpn3HakaMu AaHHbIX 60NbHbLIX ABNsieTCA HU3KUN pocT( He 6onee 150
CM), OTTONbIPEHHbIE YU , HePA3BUTbI MOJIOYHbIE Xene3bl, He
Pa3BUTbI NOMNOBbLIE Xene3bl U MaTKa, MOYTH HeT Leu.
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‘ © XpOMOCOMHble 60Me3HN BO3HMKAIOT B »
. pesynbrate M3MeHeHUs B XpOMOCOMax(MoBopoT -
" | XPOMOCOMbI, OTPbIB y4aCTKa XPOMOCOMBI, <
. pacnag XpoMOCOMbI, 0BMEeH y4YacTkamu "
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CBssaH ¢ otcytcTtBuem 20 reHOoB B XpoMocome 7 napbl.
BornbHble UMeKT «nuLo anbda», cepaeyHble 3abonesaHus,

HebonbLWYyK YMCTBEHHYHO OTCTarNoCTb. 3aTo ob6naparT GonbLuen
ooOWNTEeNbLHOCTLIO, YeM OObIYHbIe Noau.




CuHApOM KoLwlavybero Kpuka

Pa3BuBaeTcs BCcneacTtBumn
N3MEeHEeHuUs

BeJIMYMHbI Yy4YacTKa
XPOMOCOMbI 5 naps.l.

Y 6onbHbIX cnabo
pa3BUTa HUXHAA
YercCTb,

Kocormnasue, KoconanocTb,
cBoeOpa3HbIN KPUK
MrageHua

MOXOXUN Ha KOLUavYunu Kput




CuHapom AHrenbmMmaHa

 CnHgpom
AHrenbmaHa
CBSA3aH C yTpartou
HECKONbKNX reHOB
B 15 XpoMocoMme.

* BonbHbLIM TPYAOHO
XO4UTb, TOBOPUTD,
Kocornasue,
cygoporu,
YMCTBEHHas
OTCTanocCTb.
YacTbin cmex 0es
nosoaa.




[eHHbIe 3a00oneBaHuN

JTO 3aboneBaHus , CBA3aHHbIe C 3aMeHOU ,
BbinageHuem unu gobasBrieHneM HyKneoTuaoB B
XpOMOCOMaX, TO €CTb MPOUCXOOAT U3MEHEHUS B
reHax, YTo Bbi3biBaeT 3abonesaHussi. Bmecto ogHoro
Oernka HaYunHaeT CUMHTE3UpPOBaTbLCA OPYroun, TaK Kak
reHbl onpeaensaroT CUHTE3 6enkoB. Takme mytauum
Ha3bIBAKTCA TOYEYHbLIMM.




BNS WlN eSS DS
«  CuHpgpom MopdaHa

Cunapom MopdaHa BbipaXxaeTcsi B TOM , YTO pOCT ©60MbHOI0 BbICOKUNA,
rorosa manetr eyaeTcs
NOpOK cepaua, I:
[MaraHnHn, AH; HUE reHa
15 napsbl, cBA3
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PeHUNKETOHYpPUS

deHU NKeTOHYpUA-3ITO 3aboneBaHne peueccMBHOe, CBA3aHHOe C
TeM, YTO HapyLueH CUHTe3 benka, paspyLialowero aMMHOKUCIIOTY
deHnnanaHuH, 4aHHas aMUHOKUCNOTA HaKanMBaeTcA B
| oOpraHu3mMe u Bbi3biBaeT ero oTpaBneHune, YTo NpUBOAUT K
” pa3BUTUIO YMCTBEHHOMN OTCTANoOCTU. ATO 3aboneBaHue MOXHO
* pacno3HaTtb cpa3y npu poxaeHun pebeHka, npoBeas aHanu3,
ecnun pedbeHoK nmeet naHHoe 3aboneBaHne, UHAUKATOP B Mo4e
TEMHeeT, YTO NO3BONSeT cpa3y HavyaTb fieyeHne. bonbHble He
MOrYT ynoTpeobnaTb 6enkoByro NuLLy, U AOMKHbI €CTb
0e30enkoBble CMecMm. > !7—!
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[ anakrTozemus

3710 3aboneBaHue CBA3aHO C TOYEYHOW MyTauuen, B pesyrnbraTe
KOTOpOMN pebeHOK He CNocobeH pacLliensaTb U ycBanBaTb MOJIOUYHbIN

| caxap-ranakro3y. [loatomy, Mono4yHoe NuTaHMe TakKuM AeTAM
NPOTMBONOKa3aHo.

CepnoBugHasa aHeMuA

3TO 3aboneBaHMe CBA3aHO C Te€M, YTO APUTPOLUUTbI OONbHbLIX UMEIOT
NOonynyHHy ¢hbopmMy U NNOXO NEepPeHOCAT Kucnopoa. Takne 60onbHbIe
XnByT He ponee 30 net. MyTtauusa Takxke reHHas, rge Y 3ameHeH Ha A,
B pe3ynkrate rniTaMuH 3aMeliaeTcs Ha BasivH.
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Kucmu 6onbHO20 U
300poeo2o




bone3Hu, cuenfieHHbIe
C NOJNIOBbIMMU

XPOMOCOMaMMW
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emodpunus

. Femocpunusa - 3To 6onesHb Npu KOTOPOU KPOBb He CTOCOOHa
CBepTbiBaTbCA, TaK KaK He obpa3syetcAa Tpomb. [laHHOe 3aboneBaHue
cuensieHo ¢ X XpOMOCOMOW, MO3TOMY UM OOMNET MYX4YUHbIl, HOCUTENU
3aboneBaHUA XeHLWMUHbI, KOTOpble nepeaaroT reH 6onesHn 50% ceounx
CblHOBEMN.
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[1anbTOHNU3M

OanbTOHM3M-00ne3HbL Hepa3nMYeHUss OCHOBHbIX LiBEeTOB. [JanbTOHU3M-3TO
oones3Hb, cuenneHHasa ¢ X xpomocomoin. boneroT elo, B OCHOBHOM,
MYX4YMHbI, TaK KaK Y HUX ogHa X XpOMOCOMa, a 60sibHbIe XXeHLUUHbI
OOSMKHbI 6bITb FOMO3UroTaMM1 Mo AaHHOMY MPU3HaKY.

SR Tecmebl Ha
OTBETbI 0asibMOHU3M

BOnbWUHCTBO Yenosek Yenosek
nogen C NpoTaHonuemn C AedTepaHonuMen
BUAUT BUAMT BAAUT
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Opyrue cpopMbli

MyTauuu y YyenoBeka.




| UIxTHo3-3TO HacneacTBeHHOe 3aboneBaHue, KOTOpoe NposiBNseTcs
HapyLUeHneM OpOoroBeH1s KOXHbIX NOKPOBOB. PasnnyaeTcs HeCKOMbKO
dopm uxtnosa, ooycnoBrneHHble pa3nnYHbIMKU PopMaMn MyTaHTHbLIX FreHOB.

- OObIKHOBEHHbIN UXTUO3 NposiBNsieTCA B BUAe uYellyek, KOpUYHeBbIX

. MNacTUH U LUUTKOB.
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BpoXxXaoeHHbIN NXTUO3

BpoXaeHHbIW NXTNO3-3TO Oornee TaXenaa doopma nxTmosa.
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