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® Jlxon JIsarmoH /layH 1862 KbUIbl aFbUIIILIH Japirepl JxoH
JIsHrnon /layH oChl CHHAPOM/IBI IICUXUKAJIBIK OY3bUIBICTAP IbIH
O1p Typl peTiHJIEe cunarTan MiHe3aeMe OepreH 0osarbiH. 1866
BIJIbI OChI TAKBIPBINITA OassHAaMa IIbIKKaHHAH KeriH [[ayH
CHUHJIPOMBI TypaJjibl YFbIM K€HIHEH Tapana 0actanbl. HaykacTarbl
AIMKAHTYCKa OailIaHbICTHI JlayH MOHTOJIOUATAP TEPMUHIH
KOJIJTAaH bl (CHHIAPOM/IBI «MOHTOJIN3MY JCIT aTaluThiH). JlayH
CUHAPOMBI Typajibl YreiM 1970 sxpuiapra AeriH HOCUILIUIAIKIICH
OalTaHbICThI 00JbIN Kel. XX Faceipaa JlayH CHHIPOMBI KUl
ke3neceriH. Haykactap OakpliaHaThiH, O1paK CUMIITOMAAPAbIH TEK
a3bl FaHa eMJENII, HopecTe HeMece 0ana Ke31HAe KauThIC OO0JIbII
KEeTETIH. EBreHUsIIBIK KO3FabICThIH Maiga 0oaysiMen AKII-ThIH
48 maratbIHbIH 38-1H7€ XKoHE Oacka enaepae JlayH cuHapoMsbl Oap
afgaMaapra 30pJIbIKIICH CTEPUIIU3AIMS sKacay OaraapiiaMachl
KYPT131I/Il.



® XX FaceIpJIbIH OpTachblHa AeHiH JlayH CHMHIPOMBIHBIH ceOeO1 Oenrici3
Oombl, anaitia JlayH CHHIPOMBIMEH TybUIFaH 0ajla MEH aHACHIHBIH JKAChI
apachIHJIaFrbl OaillaHbIC, COHBIMEH KaTap OyJ1 CUHAPOMFa OapJIbIK HOCUIACP
A AbIFATBIHBI Typasibl MATiMETTEp OosFaH. 1950kbpu11apbl KAPUOTHUIITI
3epTTEYre MyYMKIH/IIK OCpETIH TEXHOJIOTHUsJIAp alllbUIFAHHAH KEW1H
XpoMocoMaap akayblH, OJapAblH CaHbl MEH ()OPMACHIH aHBIKTAYFa
MYMKIHIIK TY/bI.

® 1959 xbuisl XKepowm Jlexen [layH CHHAPOMBIHBIH 2 | -KyIT XpOMOCOMaIaFbl
TpUCOMMUsIFa OailaHbICThl eKeHiH amThl. 1961 xbuibl 18 renetuk «The
Lancet» pemakTopbiHa «MOHFOJIJIBIK UIMOTU3M» TEPMHUHI AYPHIC EMEC
€KECHJIT1 TypaJjbl )Ka3bIll, OHbI ©3r€PTy TYPAJIbl YCHIHBIC KACAJIbI.
Hotmxecinnae «JlayH CHHAPOMBDY TEPMHUHI TaHAaIl adblHAbI. JlyHHEKY31I1K
neHcayiblK YubIMbI (JIJ1Y¥) 1965 KbUTbl «MOHTOJIM3MY TEPMHUHIH
MOHFOJIJIBIK JIeJIEraTTap/blH OTIHIIIIMEH PECMU TYPAE AJIbII TaCTAJIBIHIBI.



® JlayH cuHapomsl cupek narojorus emec — 700 bocaHyra
makkaHja 1 >xkarmait aneikTanaapl. Kasipri ke3jae nmpeHaranii
IUarHOCTHKA apKachiHaa JlayH CMHIPOMBIMEH TYBLIAThIH Oaajaap
canbl 1100 0ocanyra 1 xafnaiira aeriH azanasl. JlayH
CUHJPOMBIMEH aybIpaThiH Oananap Tybury xkuuiri 1:800 Hemece
1000. 2006 xb11b1 aypysiapabl OaKbLIay MEH aJIJIbIH a1y
opranbirbl AKII-ga 1:733 nen 6aranansl (kplIbIHA 5429 kaHa
Karaainap). 95 % 21-xyn xpoMocoMa TPUCOMUSICHIHBIH
cebeOiHeH. JlayH CUHIPOMBI OapJIbIK STHUKAJIBIK TONTAp MEH
HSKOHOMUKAJIBIK KJacTtap/aa ke3aeceni. AHAChIHBIH kachl [{ayH
CHHAPOMBIMEH 0ajia KeTepyre acep ereil. AHACBIHBIH KaChl
20-24 xac 6oica, bIKTUMaIAbLIBIFRI 1:1562, 35-39 kac Ooiica,
1:214, an 45 actan acca 1:19. I)IKTHMaJmHK aHACBIHBIH KachbIHA
caiikec ockenime, 80 % ayp Oananap 35 »xacka J€HIHI1 aHanapaa
Tybl1aabl. Conrbl 3epTTeyiep (2008 KbUIFbl MOJIIMET OOMBIHIIIA)
JlayH CHHIPOMBI XBIHBIC JKacyIlaiaphl KaJIblITacybl MCH/HEMeCe
KYKTUIIK Ke31HJIeT1 KCBI[GI/ICOK OKHUFajiapra (MyTalus)
OalIaHBICTBI 00Tybl MYMKIH



® JlayH cuHApOMBI — 2 1-KyIT XpOMOCOMa Iarbl FT€HETUKAJIBIK
MaTepHasIblH TOJBIK (TpUCOMUS €ceOiHEeH) HeMece KapThlaid
(TpaHCJIOKaLMs €Ce01HEH) KOChIMIIIA KOIIpPMEIEPIHIH O0TybIMEH
cHUMaTTajlaTblH XpOMOCOMAJBIK IaToJIoTHs. JlayH CHHAPOMBI
azamMaapjan 0acka, MaiiMbLIAAp MEH ThIIIKAHIapAa aHbIKTaJIFaH.
Tpucomus TprUCOMUS — KAJIBIITHI KaF1aldaFbl XKYII
XPOMOCOMAaHbIH OPHBIHA YIII TOMOJIOTTBHIK XpOMOCOMAaHBIH OOJIYHI.
JlayH cuHIpOMBIMEH Oaajap/ bl KeO1He JKachl KEIreH aieaep
0ocaHajibl. MyHBIH HaKThI ce0e01 Oenrici3, Oipak aHaChIHBIH
’KYMBIPTKA >KacyIajJapbIHbIH KachblHA OalJIaHBICTHI ICTCH
ooskam Oap. Tprucomus mMeio3 Ke31H1€e XpOMOCOMAJIapIbIH
axpIpamaybl ce0eOiHeH 0omazbl. Kapama-KapCehl JKbIHBICTHIH
raMmeTanapbl 01p-01pIMEH KOChLIFaHa 3M6pI/IOHI[a onerreri 46
XpoMocoMa OpHbIHa 47 XpoMOCoMa Ty3LIe/l. 21-xpomMocoma
Tpucomusicel 95 % xarnaiina JlayH CHHAPOMBIHBIH CEOCIIIIIC]
OoJibIn TaObLIAaBL. 88 % >kargaijga TPUCOMMS aHAJIBIK raMeTaliap
aXXpIpaMaybIHaH, all 8 % xaraanaa arajiblK raMmeTanap
akpIpamMaybl ce0eO1HEH 00J1abl



® TpucoMus ara-aHaChIHBIH KbIHBIC JKacylIanapsl (raMeTa) KaJIbIITaCybl
KE31HET1 XpOMOCOMAJIAP/IbIH AXKbIpaMaybl CEOCOOHEH Taiiga 0oaabl,
COHJBIKTAH HOPCETE OPTraHU3MIHIH OapJIbIK JKacyIlalapbiHIa OChI
aHoManus 00J1aabl. AJT MO3aWIIM3M YPBIK JKacyllalapbIHA TaMYJIbIH €pTE
caTblIapblHAA Iaiija 00J1a/1bl, COFaH OaIaHBICTHI KEMOIp TIHIAECP MEH
ar3ajapblH FaHa »KacyllajJapblHbIH KapUOTHUIIl ©3T€PEICKE YIIIbIPAKIbI.
JlayH CHHIPOMBIHBIH MYHail JaMy HYCKAChl «MO3auKaJbIK JlayH
cuHApoMBbI» (46, XX/47, XX, 21) nen aranansl. JlayH CHHAPOMBIHBIH
MYHJ1all HYCKACBIHBIH aFbIMbI )KEHUTIPEK (03repreH TIHAEPA1H ayKbIMbI
OoiibIHIIIa) O0JIaAbl, O1paK MpeHaTaIAl JUarHOCTUKAChl KUBIHABIKTAP
TyFbI3aabl. POOEpPTCOH TpaHCaoKanusaapsl JayH CUHHIPOMBIHA OKEIETIH
2 1-xpoMocoMaaarbsl KOCBIMIIIA MaTe€pral aTa-aHACBIHBIH O1pEyiHIH
KaprOTUIIHAET1 POOEPTCOH TpaHCIOKAIUSICHI 9CEPIHEH OOTYbl MYMKIH.
byt xkarnaiina 2 1-XpoMocOMaHbIH Y3bIH UBIFBI 0aCKa XpOMOCOMAaHBIH

ublrbiHa Ockual (kui 14- [45, XX, nep (14; 21) (q10; q10))).
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«okanmak oet» - 90%
opaxunedanus - 81%
HOpEeCTeJIEp MOMHBIHIAFBI TEP1 KaTmapiaapsl - 81%

AIIUKAHTYC (K63 OMBIFBIHBIH MEIHAI Al OYPBIIILIH KaybIl TYPAThIH
BepTUKaJal Karmap) - 80%

OybIHAAPABIH aca KO3FaIMaJIbIFbI - 80%
OVYJIIIBIK €T TMIIOTOHUSICHI - 80%
ITYHICHIH, JKaIIaKThIFbI - 78%
asIK-KOJIIBIH KBICKAJIBIFEI - 70%

OpaxumesodanaHrus (OpTaHFbl (hasaHTAIAPAbIH 9JICI3 1aMYybl
ce0eO1HeH OapIIbIK caycaKTapablH KbICKapysl) - 70%

8 J)KacTaH aCKaHJa KaTapaKTa aHbIKTaIybI - 66%
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aybI3bIH allIbIK 00JybI (OYJIIIBIK €TTEP TOHYChl TOMEH OOJIFAHBIKTAH KOHE
TaHJIalbIHBIH €PEKIIE KYPhUIbIChIHA OalIaHBICTHI) - 65%

TIC aHOMaTUsIIaphI - 65%

5-cayCakThIH KIWHOAAKTUIMACHI (IIBIHAIIAKTHIH KUcarobl) - 60 %
noFaTopi3/l (TOTUKAJIBIK) TaHaan - 58%

Kalmnak TaHay - 52%

xynrem T - 50%

aJaKaH KbIPTHICBIHBIH KOJIJCHEH OpHalacybl (MalMbLI ajnakaHsl) - 45%
KbICKA KaJIbIH MOUBIH - 45%

KYPEKTIH Tya O1TKEH akaybl - 40%

KbICKa MypbIH - 40%

CTpadu3M (KbUIH K03) — 29%

KeyJi€ TOPBIHBIH JedopManusicol - 27%

HYPJIbI Ka0AT KbIPHIMEH OpHAJIACKAH MUTMEHTTIK JaKTap-bpymduiba
nakTapsl - 19 %

AMUCHUHIAPOM - 8%

OH €K1 €11 1IIIeKT1H CTEHO3bl HEMECE aTpe3usiChl - 8%



® JKykTi olies1 HopecTeeri Oy3blUIbICTAP/Ibl AHBIKTAYFa 3€PTTEYJCH OTYy1HE
Oostaabl. bocanyra AEHIHT1 CTaHAAPTTHI 3€PTTEYIEPAIH KOOIC1 HOpECTEAET]
JlayH CHHAPOMBIH aHBIKTaW anajabl. Mbicalbl, Y]13-1€ CHHIPOMHBIH
crielMuKabIK Oenriiepl kepineal. JlayH CHHAPOMBIMEH Oalia TybUTY KaylITi
YKOFapbl 0TOACHLIAPFAa TEHETUKAIBIK TECTIJIEPMEH (AMHHOIICHTE3, XOPHUOH
OMOIICUACHI, KOPAOLIEHTE3) T€HETUKAJBIK KeHec Kyprizuieal. AKII-Ta
WHBA3MBTI )KOHE MHBA3MBTI €EMEC 3E€PTTEY 9MICTEP] KaChIHA KapaMacTaH
OapJibIK oMenepre xacanaapl. Erep oieniy acel 34-T€H acca KoHe
MHBA3MBTI €MEC 9JIICTEP 63TePICTEP KOPCETIIECE, MHBA3MBTI QMIICTEP/ICH Oac
TapTKaH 6H.



® AMHUOILICHTE3 OCH XOPMOH OMOIICUSCHI HHBA3UBTI1 QJIICTEPIe
Karaabl, ce0e01 oren KaTbIpbIHA 9P TYPJIl HHCTPYMEHTTED
€HTI13€/11, OVJI KE3/1€ JKAThIp KAOBIPFACHIH, YPBIKTHI 3aKbIM/1Ay
HEMECE TYCIK TacTay KayIll 00Jiajbl. XOPHOH OMOIICUACKHI K€31HIET1
TYCIK Tactay Kaymi - 1 %, amHuonenrtes ke3inae — 0,5%.
M HBa3UBTI eMecC 9JiicTep/I1 OIpIHII TPUMECTPIIH COHBIHAA KOHE
€KIHIII TPUMECTPAIH OacbiHAa ©TK13eA1. EH ceHIMA1 3epTTeyaiH
©31H/IC AJIBIHFAH HOTHXXEIEPIH MbIHANBUIBIFBI 90—95 %, kanran
OH, HOTH KEJIEp bIKTUMAIABLIBIFBI 2-5%. Ka3zipri ke3ae
aMHHUOILICHTE3 €H CEHIM/I1 3€PTTEY 9/1C1 OOJIBIN TAObLIAIbI.
3epTTeyl )KYPri3y YIIH oMeIeH aMHUOH CYMBIKTHIFBIH aJIbII,
OHJIaFbI TYJIETE€H YPBIK JKacylllaIlapblH 3€PTTEHUI].
JIaboparopusiabIK 3epTTeyiiep OlpHEIIE anTara Co3bLIaIbl, O1pak
IYPBIC HOTUKE BIKTUMAIBUIBIFBI 99,8 %.



® JlayH cunapombl Oap Oananapabl apHaMbl 9JIICTEP/I1 KOJIJAHBII OKBITY
HOTWKENEpl xkaMaH emec. KockiMmIla XpoMoCcoOMaHbIH 00J1ybI Oip KaTap
(U3HOTOTHUAIBIK €PEKIICTIKTEPIH JaMybIHA aJIbII KeJie/1, COHIBIKTaH
MYH/JIail OananapablH 1amMysl OasybeIpak. bana okyna KuHasica aa, xKypir,
ceilyien, OKBIM, JKa3bIll YipeHe anajbl. JlayH CHHIPOMBIMEH €pPECEeKTEPIIH
eMip y3akThIFbl 50 xactaH aca. Ocbl CHHIPOMMEH aybIPaThIH KOl
ajgamjap Hekere oTbipajibl. Ep anammapaa criepMaro3ouTap CaHbl as,
coHbikTaH [layH onapabiH ke0i Oeney 0omaanl. Al oieniep/iiH eTeKKipi
petTi kenenl, S0 % Haykactap 6ana 6ocaHanbl. JlayH CUHAPOMBIMEH
Haykac orenaepain 35-50 %-biaaa Jlayn cunapomsel 6ap Oananap
Tybl1aJ1b1. J[ayH CHHIPOMBIMEH HAayKacTap Karepil iCiK aypybIHa
CUpEripeK YIIbIpaiabl 1ereH 0omkaM O0ap. Anaiina MyHaal agamaap
OackasiapiaH KHUIPEK KapAuOJIOTHSIIBIK aypyJiapbIMeH (Tya OITKEH Kypek
aKaysjapsbl), AJbLIT€UMEp aypybIMEH, K€€ MUETOUATHIK JIEeHKO30eH
aybpIpazbl. OnapablH HUMMYHUTETI QJICI3, COHJBIKTAH Oaya Ke31He Kul
MTHEBMOHUSIJIAPMEH KU1 aybIPBII, 0aa >KYKIalbl aypylapbiH aybIp
KoTepei.



® JlayH cuHIpOMBI Oap Oananap/a K1l COMICYMEH KUbIHIBIKTAP
Tyaapl. Ce3/1 TYCIHY MEH Co3 KaluTapy apacblHaa KiJ1py OoIajbl.
CoHppIKTaH OajlaHbIH aTa-aHAChIHA OajlaHbl JIOTOIEIKE aJIbII
OapsIll TYpY YCbIHBLIaABI. Killll MOTOpUKaHBIH AaMYbl KIAIPE/Il.
Kei101p Haykac Oananap 2 skacblHIa Kypce, keildipeyl 4 KacbhIHaa
asiKk 0acanpl. by ypaicti Te3aeTy yuIiH (pU3u0oeM TaraibliH1anabl.



