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KO/KA AXMET ACAYHU
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yTyﬂeHTTiH 031H/IIK KYMBICHIHbIH TAKbIPbIObI:

TyKbIM KyaJ1auThIH aypyJaapAblH MOJEKYJIAJBIK
KIHE OMOXMMHUSJIBIK IMArHOCTUKAHBIH Ka3ipri

3aMaH¥bI dicTepi



<Y Kocnap

Kipicme
TyKbIM KyalIalThIH aypysap/bl JHarHOCTUKAIAy HPHUHIKAIITEP]
Heri3ri 0eimM

3aMaHayu T€eHETUKAJIBIK 9/IICTED

TyKbIM KyaJIaUThIH aypyJiapbl JUarHOCTHUKAJIAYAbIH JJA00PaTOPUAIBIK
aalcTepl

BHOXUMUSIJIBIK d1CTED

Mo1eKyapabl-T€eHETUKAJIBIK 91CTED

KopbITBIHABI




"y Tykeim Kyanaiumuln aypynaposi

.

' \«7 OUAZHOCMUKAAY NPpUHUURmeEpPI

TykpIM  KyaJdaWTbIH  IIaTOJOTUS  KJIWHUKAJIBIK  MEIMIMUHAHBIH  OapibIK
cajlajJapblHAa Ke37€eCll, aypyIlaHAbIK IEeH ©JI1IMHIH HET13T1 MPOIEHTIH KYpPauIbl.
Ka3zipri yakpITKa AEi1H TYKbIM KyaJlalThIH aypyjlapfa JUarHo3 KOK IallMeHTTIH
IarbIMbIHAH OacCTalbIl KeJiJIl, OJlaH KEW1H KIWHUKAJIBIK TEKCepy KoHE (DEHOTHIL
CUIIaTTaMachl, JAUArHO3[bl pacTay OpTYpJl KIMHHKAIBIK, 3€pTXaHAJbIK KOHE
acMarThIK OMICTEpAl KOJJaHy apKbLIbl JKy3ere acaibl. [TYKbIM KyaJauThIH
aypynapJbl JAUAarHOCTUKAJIAy HNPUHLUMIITEP] MEAUMLMHANBIK TEKCEpPy JKOHE
3epTXaHaJIbIK-(PYHKIIMOHAIABIK 3€pTTEYJIEp HOTHKECIHE HerizjaenreH. CoHbIMEH
KaTap, TYKbIM KyaJaMThIH aypyFa KY/IIKTI HayKacTaH aHaMHE3 JKHMHAyIbIH Ja
CpeKIIeIIKTepl 0ap: AMArHOCTUKAJIBIK HEMECe KIMHUKO-TE€HEAJOTHIIBIK OIICTI
Tagaay epekmreniri. COHbIMEH Karap JIopirep-TeHETUKTIH OUIIM XKyrl YHEMI
TOJBIKKAH OOJBIN OTBIpYbI THIC. Alalija Oanajap >KachlHAAFbl TYKbIM Kyaliay
aypynapbl MEH Tya OITKEH KEMICTIKTEP/Il aHBIKTAy YHEMI1 KEII TYPAE KYPri3iiae/l.
byran cebden mopirepiepAlH TYKbIM Kyaiay MaToJIOTHSCHI aypyJdapblHAH MOJIIMETI
a3 0O0JIyBIHAH.



i' ¢\ Kaunuxanwix ouaznocmuka

rl
T¥KI>IM KyaJIJaTBIH aypyJap/iblH KepIHICTEPI KeEH esreprlmTlrlMeH
CUIIATTAJIa/ibl; KOIITEreH OpraHAap MeH jKyuejep/eri e3repicTep MeH

OarbITTapZiblH ~ TEPEHIIrT OOUWBIHINIA op TYpPJl HO30JOTHUAIBIK
opmasiapblH KOITITIHE KoHE KYPCThIH aybIPJIbIFbIHA OaiiIaHbICTHI.

K/IMHUKAJIBIK JIMATHOCTUKA >KYPri3y TYKbIM Kyajay aypyJiapbIHBIH
reHeaJIOTUSJIbIK aHa/JIN31He KoHe (QYHKIIHMOHAJIIbI-Ia00paTOPHUAIBIK
3epTTeYJIEP/IH KE€H CIIEKTPJII HOTHXKEJIEPIHE HET13Ae/e/I].

CoHFbl yakKbITKA JEMIH JOCTYPJIl KoHE Tapuxu TypAe JANarHOCTHUKA
JKYPri3uly (EeHOTHUIITIH CHOATTaMachl KoHE TIE€HOTHUIITI 3EPTTEYTE
»)KakblH OOJIZIbI, SFHU KJIWHUKAJBIK TYPFbIJAH STHOJIOTUSAIBIK
dakTopAbl aHBIKTayFa IIATOJIOTUSHBIH CHIIaTTaMachl (TeH7IiK,
reHOM/IbIK HEMEeCe XPOMOCOMAJIbIK MyTaIlMsI).
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‘7 3amanayu zenemukanvlk a0icmep

ZKannpl KIMHUKAIBIK o[ICTEPTE MbIHAJIAP KaTa/bl: - KINHUKAJBIK
KOPIHICTEP/IIH CUIIaTTaMacChl

HaKThI aJilaM/iarbl IMaTOJOTHUs (CEMHOTHKA) - JKaJIIIbl MPUHITAIITEP/AL
KOJI/TaHY

MEIUIIUHAJBIK  IPAKTUKaJa  KOJJAAHBLUIATHIH  KJIMHUKAJBIK
INATHOCTHKA - KYH/IEJIKTI KOJIJaHy

HAyKACThl KJIMHUKAJIbIK, 3€PTXaHAJIbIK »KOHE AacCIalThIK 3€epPTTey
dAicTepi

KJINHUKAIBIK KaH aHanusi, KT, I, yabTpaablObICThIK 3€PTTEY
»KoHe T.0.

FISH-omici, Cay3epH aici



A= ? Apnaiiot 20icmep

ApHalibl  KJIMHUKAJbIK  TCHETUKAJIBIK  9JICTEp

MBbIHAJIAPIbl KAMTHU/IBI:

- TEK eMJICNIYIIIiHI FaHA eMeC, COHBIMEH Olpre OHBIH
- TYBICTApbIH Ja (U3HKAIBIK Kapay (aypyJiap/iblH
, MaKpO- K9HE€ MUKPOCHUMIITOM/IAPBIH 13[IECTIPY),
. - KJIMHUKAJIBIK TE€HEAJOTHUSJIBIK oJiC, MISXKIPEH1
’KUHAKTAy KOHE OHBI TaJIJ1ay;
JIUarHo3ra CUHJIPOMOJIOTHSLITBIK Ke3Kapac
(KIMHUKAJIBIK TE€HETHUKaJa CUHJIPOM KUl Ke3AeCel
aypy TYKbIpbIMIAMAChIHA COMKEC KeJIel),

- apHalbl 3epTXaHAJIBIK 9ICTEP/Il KOIAaHY
(KapuOTHUNTI 3€pTTEY, XpoMOocoMaHbl Taiaay, JHK
30HTAPBIH KOJJIAHY, XKYUEIIey
KoHE T.0.).




XpoMocoMmarnblK aypynap [amyabiH Tya 6iTkeH akaynapsl

A 4

MonekynapnblK-reHeTUKAsbIK 3epTTeynep:

AHK ynrinepiH any AHK depMeHTTepiH pecTpukTasanay

A 4

buoxumMusanbelk aaic:

MaccuBTi CenekTusTi






TYKbIM KyaJIaUTBHIH aypPyJIapaAbIH
N «7 Ke31eCyil JKoHe JTUATHOCTHKA XKYPri3y

TyKbIM KyaJIalTBhIH K€3-KEJIF'€H MaMaHABIKThIH AopIrepi
aypynapjaa kesueceal: HeBpojorusaaa 600-aeH acaabl TYKbIM
KyaJIauThIH aypynap, aepmaronorusaa - 300-1eH acram,
odranbpmonorusaa - 350-aeH actam xkoHe T.0. TyKbIM
KyaJlalThIH aypyJap/ bl O1p JopirepacH 011y MyYMKIH €MEC COJI
MaMaHAbIK OOMBIHINA. /[ereHMeH, Aopirep >Kajlibl
IPUHIMIITEPAl MEHIepyl Kepek. TYKbIM KyaJlalThIH
NaTOJIOTHsIFa KYAIKTCHY YIIIH JAArHOCTUKAHbI YaKThLIbI dKOHE
T€HETUKAJIBIK caparTama >Kyprizy Kaxer.
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\, KonpaHbinysbl
= KepceTkiwTepi

oaicrepi
¥KCacCTbIFbl

Kypbi/ibiMbl

NHBa3na
bapbichbl
LLlekapachbl
KanTtananybl

Kamepni srcone kamepciz ecnenepoiy

AUbBIPM AU BLITBIKMAPBL

6asy
SKCMAHCUSANBIK,

TOMEH
XXaKCbl

KebiHe KanbinTbl KyWiHAE

6ankanmManapl
aHbIK HITWXKeni
aHbIK

Cnpek 6onaap!

BnoxumMmusinbikK

TE3

NHpunbTpaumnsanbIk-
NHBA3UANbIK

Y/IKEH
kebiHe yKkcaManapl

O0eTTe, KYPblbIMbIHAA
KenTereH e3repicrep
6avikanabl

3aHAbl Typae 6avikanagpl
y3aK

Xan ke36eH kepiHbenn;
Xni ke3pecegi
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&5 ‘*y IIUTOIrEHETHKAJIBIK O/ICTEP

ml[nTOreHeTUKAIBIK 3epTTEYIePre KOPCETKILITEP

mllrToreHeTUKaNbIK 3epTTEyIIEpre apHaJIFaH
KOPCETKIIITEp OT€ KEH, ocIpece aKyIIepJIK-
TMHEKOJIOTUSIIBIK KOHE Oajlajap  MaTOJIOTHSCHI.






natoJsiornana

pAb
aHbIKTay

3epTTey

Kana MoJeKyJIaJBbIK
dpicrep

KiHTIKTEpi

[lepuHaTanba
bl
MeauuuHa

dpapmakoreHet

UKa
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L | Monekynanvlk ouacHocmuka 20icmepin
3 VOuuuuaﬂbm KOJI0aHy cananapbl

COHBIMCH JIHK / PHK 3eprreynep MeauliMHAHBIH KOITEreH cajlajapbiHjia
KOJIJIaHbUIabl. MOJIeKyJIanblK JUArHOCTUKAa O€JICeH/1 KOJIIaHbLJIaThIH
MIHAETTEP MEH OaFbITTap Ibl KAPACTHIPANBIK;

KosaHbICTarbl MaTOJIOTUSIIAPbl aHBIKTAy. MBICAJbI, XKYKIAJdbl HEMECe
BUPYCTBIK aypy[lbl OJIETTErl OJICTEPMEH aHBIKTAy MYMKIH OoJiMaraH
KarJan1a, MOJEKYJIaJbIK TUAarHOCTUKA KOJIAaHbLIabl. bysl aypyabl CHIPTKbI
KOpiHICTEp OOIMaraH Ke3Ji€ A€ epTe Ke3CeHAe aHbIKTayFa MYMKIHJIK Oepei.
ANNEeprusuiblK  peakuusiapAbl  3€pTTey. AJUICPTUSHBI aHBIKTAy YIIIH
MOJICKYJIAJIBIK JUArHOCTHUKA COTTI KOJJAHBUIAABI: JSCTYPJl OAICTEp/CH
alpIpMaIlIbIIBIFBI, HAyKac VIINIH JOJIPeK KOHE  Kayllci3, ©WTKEHl
aJJIepreHMeH TiKeIel OalaHbIC KOK.
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;’w v | Monekynanwlk ouaznocmuxa a0icmepin
\ 1“«‘7 MEOUUUHATBIK KOIOAHY CAIANapbl
\

TykpIM KyaJalThIH aypyjapibl >keke Oaranay. MOoOJEKyIsapiibl
JMarHOCTMKA €pecekTep MeH Oajalapjaa Oonallakra opTypil
MaTOJOTUsIAPAbIH Taiia 001y KayIliH aHbIKTayFa KOMEKTeCedl. AiTa
KEeTY KEepEK, TeK TeHIIK MyTalusMeH (MOHOTEHJIK) TybIHJIaFaH >KOHE
Ir€HEeTUKAJIBIK CcHUIlaTTaMmajiapbl (Kem (akTopiibl) TybIHJIAaFaH aypyjiap
Oap. AJFallIKbLIap Typajdbl aKmapar, MbICAJbl, TYKbIM KyaJaWThbIH
aypylapabpl ara-aHajJaH Oajajiapra ©TKI3y KayilliH Oaraliayra
MYMKIHAIK Oepeal. MynbTudhakTopiibl MaTOJOTUSIHBIH OeHIMILIIr
Typajbl OUTIM ©eMIp CalThbIH ©3repPTy apKbUIbl aypyldblH ajJbIH-aTy
YIIIH JI€ KQXKET.
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& Monexynanwix ouaznocmuka adicmepin

y MeOUYUHANBLIK KONOAKY cananapul
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Iepunaraaasl MeauuuHa. JKorapeiga aWTbUIFAHJAM, MOJEKYJIAIBIK
JTMAarHOCTHKA aJJaMHBIH JECHCAYJIbIFbl MEH T€HETUKAJIBIK OCHIMALIITT Typaibl
akmnapar oepe anaabl. bys aMmOprHoHaapra 1a KaThICThI: TyblJIMaraH OajlaHbIH
JHK Ttannmayer Jlayn, OmnBapac, Ilaray, Tepnep, Kralndensrep
CUHAPOMIApPbIH TaHyFa MYMKIHAIK Oepeal. MoneKynalblK JUarHOCTHKA
KOMEKIII pENPOAYKTHUBTI TEXHOJOTHSIAP CallachlHAA Ja KOJIAAHbLIAIbl: OVl
OeleyniK MEeH JKYKTUIIKTIH T€HETUKAJIBIK CEO0CNTEPIH aHbIKTayFa MYMKIHJIIK
oepeni.

dapmakoreneTnka. MoJieKylnaiablK JHAarHOCTUKA KeWO1p mpemnaparTapiabiy
Keioipeynepine, an OackalapblHa Oackajgapra oCep €TETIHIH TYCIHIIpEl:
MYHBIH 00p1 MNAUMEHTTEPiH T'€HETUKAJIBIK CHUMaTTaMalapbiHa KaTBHICTHI.
3aTTap/blH THUIMAUIINH aHBIKTAy MYMKIH/IM, MBbICAbl, OHKOJOTHSJIBIK
aypyJapJbl EMJICY/I€ €PEKIe MaHbI3/IbI.



AN Monekynanvlk OuazHocmuka 20icmepin
\ 3\* & MEOUUUHANBIK KOJIOAHY CANlanapol
\ P

Cnoprreik Meqununa. [[HK men PHK 3epTreysiepiHiH mbIHANBI
FakalbIMTaphl CIIOPTTHIK OOJIAIIaKThI Oarajay cajachblHa Ja sKYMBIC
icTel1l. Mpicalbl, CoOMIEp/IlH aTa-aHajdapbl OajdaHbIH KaHa
JIeHCayJIbIFbIHA JICHCAYJIBIKKA KaHdal makiga oKeJIeTIHI HeMece
CIIOPTTHIK JKETICTIKTEPre KETETIH] Typasibl O11€ ajajibl.



gy FISH-30ici

DayopecueHTTi Oynanaacroipy daici (FISH)

byl MoJEKyJIanblK OMICIEH 3EpPTTEY OOBEKTICI KaJIFbI3
XpOMOCOMAaHbIH  HEMECE€  OHbIH  aWMAarblHBIH  EPEKIIE
HYKJICOTU/ITI KOCBUIBICTaphl OoJibin TaObuIaAbl. On yinH
(diIyopecieHTTI MapkepiaepMeH OenriieHred Keicka JIHK
T130€er1 (30HATap) KOJIJAAHbUIAJAbI, OVJI (PparMEHTTEP/l ATHIITI
ICHJICPMEH aHbIKTayFa MYMKIHAIK Oepeal. Tammay yuiiH
OmoMarepuran Ke3 KelreH OOJlybl MYMKIH: KaH, CYHeK KEeMIri,
IjaleHTa, SMOPHUOH TiHJAEpl, Ouomncus xoHe T.0. YIriHi
KWHAaFaHHAH KEH1H O1pJI€H 3€pTXaHaFa KETKI3y MAHbI3/bI.
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'y MO.HeKyJIHpJIbI I'CHCTUKAJIBIK aCHeKTl

—/”TK/

aHa 3aMaHayM 3epTTeyiep 3 Ke3eHMeH Kypeai

HakTsl 1uarsos
KOO

MyMKIH NaToaorusiiapabiH mpoQUuiIakTUKACHI

EMHIH 3¢ QEeKTUBTUIITH KOTEPY
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IH{ATOJIOrUsIIIBIK 3€epTXaHAa

36pTxaHa KbI3METIHIH HET13r'1 OaFbIThl — KaTepci3
KOHE KaTepil ©CKIHAEPA1H U depeHIraIab]
AVarHOCTHUKAChIHA apHaIFaH OMOIOTUSUIbIK
MaTepHUaigbl IUTOIOTUSIILIK TYPAE 3€pTTEY, KaTepil
1CIK aJIJibl IATOJOTHUsI MEH KaTepJil 1C1IKT1 KETUIY/I1H
€pTE K€3CHIH/IC AaHBIKTAY.






(AR Ko OPBITBLIH/IbI

> Kazipri 3amaHfbl 3€pTTEY d/IICTEPIHIH MAHbI3bI

Onap HaTUXeHi HakTbl bepe anaabl

HaTuxeciHae TykbIM Kyanay natornornsinapbliH aHbIKTay

IHBa3nBTI , NHBA3UBTI eMec aaicTepal KongaHyabiH
HaKTbl

Ananpga 6afrachbl kenge TmiMmci3 oon ataabl

KnnHnkacblH KOpbITbIHAbINAYFa HaTWKe bepeni
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1. bouxos H.II. Kinnanueckas reHeTuka
yetBeproe uznanue «I DOTAP-Meanay

2. MyrtoBuH |.P. KilmHnyeckas reHeTuka

3. A.D. ba0Omesa MeannuHckas TeHETHUKA

4. Jlexkuuu 110 TeHETHUKE YenoBeKa byrtopuHa
A.K.

5. I'ennas tepanus 21 Bexa B.C. bapanos

6. www.medicinform.net




' y S
3 S
W - N )
’ v

‘-'n G 2 s\
V=g

= \;i HasapnapbIHbi3fa

U paxmer!

e




