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Kipicne

J[oHO1 daxbla0apobvly 2eHeMuUKAAbIK KYPbLAbIMbIH
e32epmin, igHU, 2EHEMUKAbIK MoOudukauuaaay
201C1 ApKbLIbL MOA OHIM ANY 1CL KA31D y/1KeH
KapxblHMeH dambin keaeodl. Moa eHIM any, — apuHe
JHCAKcohl. /leceHMeH masaKmbwly exl yuubl bap eKeHiH
eCMeH WbleapMaaHbiMbld ab3an. Ketlbip
2ANbIMOAD AYbLAUAPYAUBLABLEbL OAKbLAOADIH
2eHeMUKa bl MOOUPUKAUUALAAY MICLATHIY Kayinmi
eKeHIH awbly atimbin xcyp. Oaap mynoail 0oHO1
daxbL10ap MeH KekoHicmep adam 0eHCay1bleblHa
Kepl acep ememiHiH aa:a mapmyaoa.
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Kasip eenemuxaaviy modupukayusiay icimen
2eHEeMUK UHXceHep.aep Kbl3Y allHaablcbin deambwlp. Oaap
Ko0Y1/121 KbI3AHAKIMbL CYbIKKA Mo3IMOL 6CIMOIK KbLACA,
end1 Oipeyaepi kapmonmoty JIHK-cbiH 032epmin,
K0.10pada KOKbI3bIHA KAPChL Mypebi3yod. Kaanvt Oy
basbiMmasbl HYMbICMAP 61MKEeH 2aCbIPObly 70-11
IHCLLAOAPHLIHAH Oe 5)1 Hcaneacwvin xKeneol. 1994 Hcolabl
AMepura 2anbimoapbl Kbl3AHAKMblY 2eHeMUKAAbIK
KYDbLAbIMbIH 632ePMIN, OHbl ANbICKA MACbIMAN0azaHIa

¥3bLAMAllMbIH 0apedceze HeemkizeeH. byeinde cos,
Jicy2epl, Kyplul, Kapmon, Maxma, panc, memeKiHi
2eHeMUKAAbIK MO ugﬁurcauuﬂ/zay 1C1 WblybIHA Hcemin
KaA0bl. J[yHUEHCYy31HIK 2a1biMOapbl
aybLAUAPY AUDBLALELL 0AKLAOAPHIH 2eHETMUKANDIK
moOdupuxkayusaay iciHe 6alAaHbICMbL eKi2e HaAPbLAbIN
atimblCbiN Hcamblp. O31Ipule Kail Hcasbl HceemiHi
benzici3. I eHemuxkaavix moouduxkauuaaay 201ClH
HAxmMaywbLaap 0aHOl 0axbL10apobly eHIMOLAIRT MEH

cagmay MepaimiH apmmasLpobl.



AdamHbly 2eHOIK XHcylleciH 3epmmeyze basbimmanzaH oy xcoba bec
y/1KeH opmanvikka beineen boaamuvii. Oublty mepmeyi AKIII-ma 6oaca,
becinwict bpumanuadazvt ocvt CaHeep uHcmumymat. Mite, ocvt bec
OpManwvly Xxpomocomoapea Hezizoen2en adamHbvly 2eHOIK Jicyllecin
zepmmeyodi 6o1in anzaH boaamvii. CaHzep UHCMUMYMbl COHblY YUTHLULL
bo.i2iH 3epmmezeH. 2KoHe 0cbl Xpomocom-1 H#cobacbiHa Moablkmatl
a12aHOa 10 Xcbln0ail yaxblm Kemee, 02aH bapavlebiHa 160-ka mapma
adam kamslcmbIPbL10bl 0ecek 60.1adbl.

Meduuuranvly 2eHemuKa xcoHe Ketlbip mykbiM KYyanallmuiH
aypyaapovly ardvii ary meH emoey

Meduuuranvix ceHemuxka adamoa 601ambvbiH MypAl MYKbIM KYaAailimviH
aypyapobl, 01apea OuazHo3 Kor0bly dicaHe emoeyoly H#oA0apbiH
sepmmeiloil. bykia OyHuexcy3inik cmamucmuxa boiibiHuwa dyHueze keain
HcamyaH cobunepoiy wamameH 7—8%-vl mypal mykbiM KYaaatimuiu
aypyaapmeH ayvipadvl. COHObIKMAH CO AyPY.1apObl HCAH-HCAKIMbL
zepmmey, 04apOaH a10blH A1d CAKMAaHObIPY HcoHe emoey Heaanvl adam
2eHEeMUKACHIHbLY, COHblY TWTHOE, MeOUUUHANbIK 2eHEMUKAHblY He21321
npob.emacwt 604bin mabwvLradsvl. I eHemukavly Oya canacwt 6OlbIHILA
sepmmenemiH Keaeci Manbl3ovl 61p Maceae — adamoa MyKbim
KYanailmsiH e32epicmi kanoail gakmopaapoviy myoblpAmblHbIH HCoHe
adam3ammbl KenimezeH aysblp 3apdanmapoaH Kymxapy yuwiH oaapaa
wapa Ko10aHyobly #coadapbiH 3epmmey.




MeduuuHanvlx 2eHemuUKaHbly He2i31HOoe

XpomMocomanapodvly e32epyine bainaxvicmvt 60AaMbIH

IpHeule MyKbiM KYyaaallmvlH aypyaap aubikmaaost. Oaap
Xpomocomanvly apyaap oen amaaaost. Ondail aypyaapea
Kaaiingeavmep, Illepwesckuil-Tepuep, /layn aypy.aapbwl
scoHe m.b. Hcamaohil.
Kaatingeavmep aypyvimer mek ep adamoap aysipaobl.
Onbly beazici: JcblHblc be30epi Oypbic Heemiamellol, AKblabl
Kem 604a0bl HcoHe asK-K0Abl WAMAJAH MblC Y3blH, OeHEeCIHe
cotlikec keameliloi. bya aypyoviy 604y cebedi1 HCbIHbICNbIK
xpomocomaza 61p X-mbvly apmuvlx KOCbLAYbIHA OATLAAHBICIMDbL.
AYypy adamHbvly XPOMOCOMANAPBIHBLY HCAATIBL OUNAOUOMDbL
HCUBIHMbLEbL — 47, HCbIHBIC XpOMocomMacbl — XXY .
VHUEXNCY31L11K caHaxk 00llblHWa 1000 ep baaamvly exeyl ocwl
aypymeH ayblpamuviHObI2bl AHbIKMAA0bL.
[llepwesckuii-TepHep aypybt siieadepde kezdecedi. Mynda



Aypyovly XpomocomanapwviHbvly OUNA0UOMbL HCULIHIMbISbL
— 45, HCbIHbIC Xpomocomacst bipey — XO. J[yHuexncy3inik
canax 6olbiHIWa 1000 Kbl30bly Mepmeyl 0Cbl AYypYymeH
ayspambviHOblebl 0aaea0enol. 2KypeisineeH 3epmmeyaepoiy
HomuoiceciHOe by ekl aypyovly gg 2amemanapOovly damy
O6APHICHIHOA HCLIHBICIMbLE XPOMOCOMANAPObLH OYPbIC
axcolpamaysviHa 6ailiaHbicmst 60AaMblHObIEbL AHLIKIMNAAODL .
Coa cusikmbwt, X XpOMOCOMAHBIH APMBIK KOCHLAYbIHA
bailaaHbicmbl alleadep apacbiHOa MpPUCOMUSL AYPYbl
xe3decell. 2KviHbic xpomocomacwt — XXX, an xicaanvl
XPOMOCOMANapowvly Cavvl — 47. Aypyost “anvin atiea” den
amaiiowl .

Aypy 6eazinepi: HbIHbICMbIK HCALbIHAH NICIN-Hceminyi
basayaaiiovl, akbli-ect kem 601a0vl. Apmuix Y
XPOMOCOMAHDBIY KOCHLAYbIHA OATLAAHBICTBL, HCHIHBIC
xpomocommagbt XYY 60avin kenaemin ayp6y ke3deceOi. OHbl
“anvin epxex” den amatiovt. bya aypyodwiy beazici: adamHbvly
O01ibl WAMaO0aH MblC ¥3blH, 2ACI3, HCyliKe HCylleCiHly
damyviHoa yaxkeH kemicmik 604aobl.




Coa cusikmbwl Kellbip XpoOMOCOMANBIK AYPYAap
aymocomanapovly OypblC axcbipamaysviHa 6ailliaHblIcmbl
6oaa0vt. Muicanwl, /layH aypyviHbly 6ea2icl: a0amMHbly
axblavl Kkem, 60iibl anaca, bemi doy2enex, Ko30epl KblCblHKbL,
ap1 61p-01piHEe HCAKbIH OPHAAACKAH MHcoHe KIWKEeHMail ay3bvl
yHeMl1 dcapmbulaail awsly xcypedi. bya aypy 21-wi
XPOMOCOMAHblY exey emec, yuey 60aamvlHObIZbIHA
bailnraHvicmst. Conda ondail baaaHviy 6apavl
KAemKaaapbiHoa 46 XpoOMOCOMAHbBLH OPHBLIHA 47 XPOMOCOMA
60.aa0vl .

Tyxbim KyaaallmviH aypyaaposvl emoey. MeduuuHanwvix
2eHEeMUKAaHbly a10blHOA MyP2aH Hez2l321 Macenenepoiy O1pt —
MYKbIM KYaaailmsiH aypyaapobly OUOXUMUSABIK
MEXAHU3MOEPIH AHbIKIMANn, COHblH He2131HOe 0aapobl
emOoeyO0in H#010apsviH 130ecmipy. Mvicanvlea, KAHMMbL
duabem aypywviH anaiiviy. bya aypy yiikbl 6€31H1y 20pMOHDL

opeaHu3dmee UHCY/TUH €



JlayH cuHOpOMbl




Illepwesckuil-TepHep aypywl aiteadepde ke3decedi. MyHOa
JHCLIHBICMbIK HCAZbIHAH NiCIN-Xcemiayil 6asyaaiiowd,
coHOblkmau 6edey 60.1a0vl, ap1 bollbl manan keaedi. Axbla-ect
Kem, QUYAAHWAK, HYMblCKa kablaemminiel moemeH 604aowbl.
AYypyovly XpomocomanapwviHbvly OUNA0UOMbL HCUbIHIMbIZbL —
45, HcblHbIC Xpomocomacst bipey — XO. J[yHuexncy3inik canay
bolibiHIWLAa 1000 Kbl30bly Mepmeyl 0Cbl AypymeH
aysvpambviHOblebl 0aaea0enol. 2XKypeisineeH 3epmmeyaepoiy
HomuiceciHOe Oya ekl aypyodvly da camemanapovly oamy
O6APBICHIHOA HCLIHBICIMbLE XPOMOCOMAAAPObLH OYPbIC
axculpamaysviHa 6ailiavbicmst 60AaMblHObIEbL AHLIKINAAODL .
Coa cusikmbwt, X XpOMOCOMAHBIH APMBIK KOCHLAYbIHA
bailaraHbvicmbl allendep apacvbiHOa MpucoMUsl Aypybl
kxe3decell. KviHbic xpomocomacwl — XXX, an xaanwl
XPOMOCOMANapowvly Cavvl — 47. Aypyost “anvin atiea” den
amaiiov .
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Kaatingeavmep aypyvimen mex ep adamoap aysipadol.
Onbiy beazici: JcbiHbic be30epi Oypblc Heemiamellol, AKbLAbl
Kem 604a0bl HcoHe asik-K0Abl WAMAJAH MblC Y3blH, OeHECIHe
colikec keamelloi. bya aypyoviy 604y cebedil HCbIHbICNbIK
xpomocomaza 6ip X-mwly apmulx KOCbLAYbIHA
bailraHnvicmul. AYypy adamHbvly XPOMOCOMAAAPBIHBLIH HCAANDL
OUNA0UOMDBL HCUBIHMBIZbL — 47, HCbIHBLC XPOMOCOMACHL —
XXY .yHnuedxcy3inix caHax boilbiHwa 1000 ep banaHvly exeyi
OCbl AYPYMeH ayblPamblHObLbl AHBLIKINAAOWL.




Anepc — Jlanao cunopomwvt (OMIM:156454) —
mypaiue #0A0apmeH MyKbiM KYanallmsviH OoHeKep
YANAaHbly 2emepo2eHOlK aypyaap mobwl. Ey Hez2i321
benzinepiHiy 61pl — Koa1a2eH 2eHOePIHIY
MYMAauULIaHYybl ca10apblHaH KOA1a2eH
CUHME31HIH Oy3blaybl He2l31HOe OoHeKep YANAaHblY
mya 61mxeH eme Kyuwimi co3blamanbl 60AYbl
caadapsiHaH. Kasipel ke3de 0y CUHOPOMHDbBLY 10
muni ausbikmasasaH. Oaapovty 1,4,7,8 munmepi
aymocomobl-0OMUHAHMMbL, 6 Muni aymocomobl-
peueccusmi, 5,9 munmepi X-mipkeckeH
scondapmer myxbim kyaaaiiost. Tepici ome kywmi
CO3bLASIU, MAKNAAOA HeyMCar O0AYbL, CbIHEBIUL,
UL KAHAYAAP, KOKbIP-KAPA ceKknindepoiy,
KoenmezeH Mbinmslkmapobly 60AYbl.
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Anepc — J[aHao cuHOpombl




Tyvicmbix HexeHly muimcidoiel. TykbiM KYyaaayblablKmbly
3aHO0bLABIKMAPbLL MYPbICHIHAH A12aHOA MYblC a0amoapobly
(Hemepe, wobepe sicate m.0.) Hexenecyt dypobic emec. Cebeo,
oHOatl adamoapobvly 2ceHomunmepiHoe ykcacmaix 601aobwl.
A MygbiM KYanatimsiH aypyaap MeH mypal kemicmikmepoi
KobiHece peueccusmi 2eHdep aHblIKMAailmblHOblebl Oeazinl.
Oaap mex peueccusmi 20mo3u20ma H#az0atibiHoa 2aHa
6111Hed1. Tyvicmblg Hexede OHOAl MyMKIHWIATK MOA
60.1a0bt. COHObIKMAH 04apOaH MYyambvlH YPNaxma Kemicmix
Kon ke3decedi. KepiciHwe, myvic emec epal-3allbinmsLaapoda
oHOall #caz0ail eme cupex xezoeceol HcoHe yPnaxmbly
mipwinik kabiiemi xcosapwl 60.1a0vl. Cebed1, onap kobiHece
2emepo3uzomansvl x#cazoatida boaamwviHOblKkMau, MeHoeaw
3anblHA CollKeC aypy MeH KemIiCmiKmi aHblkmailmulH
peueccusmi 2eHO01 0OMUHAHIMMbL 2eH Hceyin kemeoi. bi3oiy
apavl ama-6abanapwvimMvbl30aH Keae HeamyaH KaablNmackKau
dacmyp 6otliblHWa Hceml amadaH KetllH eaHa Hekeaecyze
pykcam bepianedi. bya 61301y 2eHOIK KOPbIMbL30blH MOA 2P1




MeduuuHanvlx 2eHemMuUKaHbly a10blHO0A MyP2aH He2132l
Macenenepoiy 61pi — MyKbIM KYaaalmuslH aypy.aapobly
OUOXUMUANBIK MEXAHUBMOCPIH AHBLKINAN, COHblHY He2131HOe
04apOobl emoeyoiy H#coA0apsviH 130ecmipy. Mbicanvleaq,
xaHmmbvt duabem aypysvin araiiviy. bya aypy yiixvt 6esimiy
20PMOHBbL — UHCYAUHHIY My3LameyiHe 6ailaaHbicmbl 60.4a0bl,
OHbl peueccusmi 2eH aHblkmaiiosvl. KaHmmut duabemmi
Op2aHU3M2e UHCYAUH eH213Y apPKblAbl 2aHa emoetiol. bya
sicaedailoa mex aypy 2aHa, AZHU “3UAHObL” 2eHMIH
dpeHomunmix xepitici emoenedi. Emoenin xcasvliazaH adam on
2eHO1 o31HOe cakman, keaecl ypnasbiHa bepedi. Kasipai ke3de
KonmezeH MyxbiM KyaaallmsiH aypyaapobly OUOXUMUSNABIEK
MmexaHuamoepi aHvixkmaazau. Convly 61pi wusogpperus
aypysviHbvly O1p mypt — PeHurkemonypus. bya aypyovwiy
OUOXUMUANBIK HE213TH 3epmime2eHoe 0en0K KypPaMblHA
KipemiH (heHUNANAHUH AMUHKbIWKbLAbL mMpunmod@aHza
atinanyvt kepek. Oean apHailvbl hepmeHm kambvlcadvl. A on
pepmeHmmiy kblamemiH b6ea2ini 6ip 2eH baxvLaaiiovt. Ezep on
2eH o32epicke yublpaca, amaaeaH OUOXUMUSIbIK AAMACYAAD
dypblc KHcypmeldi, AzHU eHuraranHun mpunmogpamea

AUHAAMAUODL.




MyH0ail Hcazdailda adamHbwly Mubl MEH HCYAbIHbL
3aKbIMOANBIN, NCUXUKAABIK AYPY2a yuiblpaildsbl. OcbiHOall
MexXaHu3mMoepl aHbIKMANeAHHAH KeUTH (PeHUNKETOHYPUSHD
emoeyoiy oe xcoaoapsvl mabwviadvt. Oa yuwiH KypamvlHOA
PeHUNANaHUH AMUHKBIUWKDLAbL A3 MALAMOAPMEH
MamakmaHy Kepex Hemece Kaxcemmi gpepmeHmmi
op2aHu3mee e2y xaxcem. Adamoa iHaxcvl 3epmme.n2eH
MacenenepOiy 0Ipl — KaH MONMAPbIHbLY MYKbIM KYaraybl.,
Conbiy twiHde pesyc-ghakmopovt araiiviy. Pesyc-gpakmopobiy
KAHHDLY KYDAMBIHOA DONYBIH AHBIKMAUMbIH 2eH eKl MypAl
:)fcagaauaa 60/1a6bz 6zpeyl on pesyc + , eKTHWICL mepic pe3yc

”. Pe3ycwl “mepic” ailen, pe3ycwl “oy’ ep aoammeH
Herce/zecrcenae on pe3yc 60/zy6bt AHLIKMAUIMbIH 2eHHIY
JdoMuHaHmmbvt 60AYbIHA OAUNAHBICINbL YPbIK dKECTHEH OCbl
kacuemmi anaodvl. Cotlmin aHACbIHbIY KAHbIHA epeKule 3am —
aHMuU2eH Hcacan wWslzapadvl. A AHACLIHBIY OP2AHUSMIHOE
02aH Kapcobl anmudenenep mysinedi. 0Oaap ypolxkmoly KaH
sicacany sncyuecin bysadvt. Homuoicecinde ana op2anu3mi MeH
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