BMNbCOH KaHOBAJ10B aypyhl .
PaxuT




BuibcoH-KOHOBAJIOB aypybl - OPTAJIBIK JKYUKE
»KyHecl sKoHe 1IIKI MyIIIeJiep aypyJlapblHA oKeJIlIl
COFraThIH MbIC aJIMAaCYybIHbIH Tya OITKEH aKayhl.




MartTe-
HOoCHMTEeNbLHMLIA

BonsHold
25%



Jnudemuono2un

[lomysisiusizia oprala ecenreH ajrafgaa 3:100000
KaTbIHACHIHZA Ke3aece/l. 2KaKbIH TYBICTBIK HEKeJIep XKHul
Ke3/IeCeTIH Xa/lIbIKTap/aa Keblpek Kesaecenl. Ep agamaap
KUl aybIpazipl. JIepTTix ayralikbl Oesriiepi 11-25 xac
apaJbIFbIH/A KopiHe OacTau/ibI.

I'enemuxa

BuJIbCOH aypybIHBIH TYKbIM KyaJiay THIIL.

BunbcoH-KoHoBasioB aypybiHbiH reHi (ATP7B) - 13-1
XPOMOCOMAaHBIH Y3bIH UBIFbIHA OPHAJIACKAH. ['€H MBICTHI
OTKE TAChIMAJIIAII, IEPYJIIOITIA3MUH KypaMbIHA
eHr13eT1H AT®-azaubig P-tunin KOZ[TaI/IZ[bI 10%
»Kargauga MyTalusl aHbIKTaIMau/Ibl

JepT ayTocoMaIbIK-PELECCUBTI TUMINEH TYKbIM KyaJlalbl.
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MpbIc ar3ajia KeIITETeH KbI3METTEP/1 aTkapabl. KebiHece 1epy I0MIa3MUH,
IIUTOXPOM C-OKCHa3a, fopaMuH O6eTa ruIpOKCUIasa, CylepOKCUIIUCMYTa3a KoHe
TUPO3WHA3Aa CUAKBITHI KoHe Tarbl 0acka pepMeHTTEP/IIH KO(aKTOPBI OoJIbII TaObLTIAABI[ 3].
MbIc ackOpBITY 3KyHeciH/ie Cinipiies. Alll ileK xacymanapbl GETIH e OPHAIACKAH
TachIMaJIZIAyIITbl aKybl3 MBICTHI JKacyIa ilriHe TachIMasai/ibl. MbIcThIH O1p OeJtiri
MeTaJUIOTHOHEMHMEH TipKecesi, 6acka 6estiri ATOX1 TachIMasiiayibl aKybI3bl apPKbLIbI
Tonbpaky AnmmapaTbhliHa TachbIMaJIaHa ibl. ['0JIb/IKY allllapaThIHAA MBIC
KOHIIeHTPAllUsChIHBIH apTybIHa jkayan peTinzie ATP7A (ars. Copper-transporting ATPase 1)
dbepmeHTi OyJ1 37IEMEHTTI BEHA apKbUIbI OaybIpra O0caThIN marapaabl. baybip
»kacymanapbiaga ATP7B akybI3bl MBICTBI HIEPYJIOIIA3MUHMEH TIPKECTIPII, KaHFa 60CAThHIM
mbirapaabl. COHBIMEH KaTap MBICTBIH aPTBIK MeJIIIIEPIiH TY31/IiII KaTKaH oTIeH bipre Oestimn
mblrapaabl. Buibcon-KonoBaso aypysl skaraaiibinga ATP7B eki kbizMeTi Oy3bL1azibl. MbIic
OaybIp yJIHachIH/A KUHAJIA/Ibl; IIEPY/IOIIa3MUHHIH O6/I1iHY1 MBICTBIH KeTKILTIKCi3/IiriMeH
apbl kapaii skasraca Gepeni (anonepysomnnasmuH). COHIbIKATaH [EPYJIOIUIa3MUH KaH
alHaJIBIMBIH/IA Te3 bIZIbIpaii/ibl [3]. baybipia MbIc OHBI TIpKECTIpe ajlaThlH aKybI3Aap
MeJIIIIEPIHEH apTHIK JKUHAJFaH/1a, oap PeHTOH peaKIuschl 6apbICHIH/A TOTHIFBII
3akbIMIaHabl. OJ1 6aybIpAbIH KAOBIHYbIHA, OHBIH (DHOPO3bIHA JKoHE COHBIH/IA [TUPPO3Fa
oKeJiin corazibl. COHBIMEH KaTap Iepy/UIOIIa3MUHMEH TIPKECIIEreH MbIC OaybIp/iaH KaHra
OeJtiHIM HIbIFAABI. Bys1 60Cc MbIc OYKLI ar3ajia Tapar, TiHAep/e acipece OyHpeKTe, Ko3/ie KoHe
MU/A JKUHAIaAbl. MBICTBIH KYHKe Kyleci, Oylpek, 6aybIp yinajsapblH/A KoHe Ko3/TiH
MeJIZIIp KaOBIFbIH/A JKUHAIYbI, MBIC &JIMAaCYbIHBIH Oy3bLIybI ITATOT€HE3/TIiH OacThl POJIIH
aTkapajibl. MeTaboin3MHIH Oy3bLIybl 1I€PYJI0IJIa3MUH CUHTE3]1 KoHe OHBIH KaH/Iarbl
KOHIIEeHTPAIIUSChIHBIH TOMEH/IEYIMEH cUIIaTTania ibl. llepysionia3sMuH MbICTHI aFr3aZlaH
OeJtil IIBIFAPY MPOIlECCiHE KaThICa/Ibl. baybipa ipiTyiiH/l HEMece apajiac IIUPpo3
KasbinTacaabpl. Ke3ain geciieMeT kabbIKIIIAChIHA MBICTBIH IIOFbIPJIaHybl Katizep-®Jieliiiep
CaKMHACBIHBIH KAJIBITITACYybIHA OKEJIII COFa Ibl.



9 moets
A. Deletion Sp-: ari-du-chat syndrome

-
-

L AQE 11 /ayearns & Age: Syears 3, Scherme of plysicaimap of 4p16
B Dedetion 4p-: Wolf - Hirschhorn syndrome



!/zuuuka/zbu; KQFIH

baypIp/ibin 3aKbIM/IAHYbI TellaTOMeTaJInusIMeH,
IeMOJINTHIKAJIBIK aHEMUSAMEH,
TPOMOOIIUTONIEHUAMEH, JIeHKOIIeHUAMEH
CUIIATTAJIaThIH CO3bLJIMAJIbI FelIaTUT HeEMece IUPPO3
peTiHze oTeal. COHBIMEH KaTap *KYyHUKe »KyHeCIHIH
3aKbIMJIaHYbI Oatikasiagbl (Au3apTpus, CLIKEKeH
arybl, TUIIEpKUHE3, OYIIILIKET TOHYCHIHBIH apTYhI
HeMece IIapajiid, aTeTo3, SIUJIEIICUSIBIK yCTay ).
3op HIBIFApy 3KyHecl :KarblHAH ITJII0KO3YPUS,
aMUHoOanuAypusd, pocdarypusd, ypaTypus,
IIPOTENHYPHUs OalikaIaibl.
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» Kanzep-®Jieniiep cakiHachl HEMeCe OHBIH
CHIHBIKTaPhI.

» KaHz1a MbIC MeJIIIIepiHiH 100 MJI-A€e 80 MKI-HaH
TOMEH TYCYI.

» llepysi01J1a3MHH KOHIEHTPAIUSCHIHBIH 100 MJI-JIe
20 MI-HaH TOMEH TYCYI.

» MBICTBIH HeceIllleH O1pre ToyJIriHe 100 MKI-HaH
actaM MeJIep/ae 0eJIHIN HIbIFYbI.
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» NO5 nuera.

» IEHUIIWJIJIAMUH, /I-TeHuInIJIaMIH HEMecCe
YHUTHO.I.

* YHUTHOJI

» B6 mopymeHni



KyH coysiecl TUMEN, KYH HYPbIHBIH
KyaTThl KbI3YbIH ce31HOereH Oa1aHbIH asrbl
KMCaUbIM, cyleKkTepl Oackagau gedopmaliysara
yIIIbIpaybl (paxuT) MyMKIH. basaHbl HopJIeHTeH
cyTHeH »koHe /I BuTamuHiMeH (OaIbIKk Maiibl)
KOpPEKTEeHIIpreH Karfauaa Oy aypyablH aaIbIH
ajyra 0oJ1aZibl. OUTCE A€ PaXUTTI
O00JIABIPMAaY/IbIH €H YTHIM/bI A KEeH1JI 3KOJIbI COJI,
OasiaHbBIH JieHeCl KyH coyJIeciH KyH callbIH KeM
nereHe 10 MUHYT OOMbIHA KaObLIaybl KePEK.
by opana JeHeHl KyHTe KyUIIl KeTyJeH cakTay
kakeT. Enmkantanga /I BuTaMuHIHIH 103aChIH
apTHIK >KoHE Y3aK yakbIT OepyIill 00 IMaHbI3,
OyaaH O6asia yJaHbIN KaJaybl MyYMKIH.



Beaziaept
* MOUBIH CYHEK apCUBII KbLJIABIPBIKTAHBIII KETEI]
* CYHEK KHCASIbI
» OYBIH ICIHIN YIFasabl
* asK KUCASAIbI.















