BB Tiziaimi

7R01102 «MeauuuHAaJIbIK reHeTHKA» 0lJ1iM Oepy OaFnap/jamMachl 00ibIHIIA Pe3UAeHTYpa

OKy mep3imi — 2 Kbl

1 | bimim Gepy OarapiamMachIHBIH aTaybl 7R01102 «MenumuHaIbIK TEHETUKA»

2 | ¥aTThIK OUTIKTUTIK 1IeHOEp1 OOMBIHINA ACHT eI 7

3 | bixim o0bICH 7R01 JlencaynsIk caktay (MeIHIIMHA)

4 | JlaibIHABIK OArbIThI 7R0O11 JlencaynbIK cakray

5 | Binim Gepy 6arnapiamMachIHBIH TOOBI R033 MenumuHaIbIK reHeTHKA

6 | binim Gepy GarmapiamMachIHBIH TYP1 Kana

7 | Jaspiay OarbIThIHbBIH JULEH3USACHI KZ87LAA00017356 ot 08 HOs16pst 2019 rona

8 | binim 6epy OargapiaMachIHbIH aKKPEAUTTEY -

9 | Binim Gepy G6armapiaamMachblH MEHIeprici KeneTiH XKorapel MeUIIMHATIBIK O11iM, HHTEpHATYpa KYQJliriHiH 00JIybI

aJIaMJIapIbIH AJIBIHFBI OLTIM JICHT el

10 | binim Gepy OarnapiiaMachbIHBIH MaKCaThl 3epTXxaHambIK 3epTTEYIEpP Il OPbIHIAY Ke31H/E canaHbl OaKbUIaYAbIH XalbIKapasblK
CTaH/IAPTTAPBIH CAKTall OTHIPHIN, TYKBIM KyalalThIH, XPOMOCOMAJIBIK JKOHE Tya OITKCH
MATOJIOTUACKHI 0ap HAyKACTBhIH OTOACBHIH/A JKYKTLIIKTI JKOCHapiay Ke3iHae reHeTHKAIBIK
JIMarHO3/IbI OENTiIeY J)KOHE TeHETUKAIIBIK 0O0KaM/IbI JKacay OOMBIHINA XAIbIKKA OUTIKTI,
MaMaHJIaHIBIPbIIFaH METUIIMHAIBIK KOMEK KOPCETY I YHBIMIACTBIPY XKOHE d/IiCTEMEITIK
KAMTaMachI3 €Ty

11 | binim Gepy GaraapiaMachlHBIH €peKIIeNTiKTepi Kok

12 | Cepiktec KOO Kok

13 | Oky HoTHXETNEepi OH1 I'eHeTUKANBIK MATOJIOTUSIHBIH (TYKBIM KyaJlalThIH, XPOMOCOMAJIBIK) )KOHE Tya OITKEeH

aKaymap/IbIH KJIMHUKAJIBIK KOpIHICTEepIH Oaranay

OH?2 [luToreHeTHKANbIK, MOJEKYJIAIbIK-IIUTOTCHETUKAIBIK >KOHE  MOJIEKYJIalbIK-
TEHETUKAJIBIK ~ OMICTEpJIH  HOTWXKEJNEpIH  TYCIHAIPY; MEIUIUHAIBIK-TeHETUKAIIBIK
KOPBITHIH/IBIHBI PeCIMIIEy

OH3 3eprTey HOTIKENEPiH, TEHETHKAIBIK JUATHO3IbI JKOHE aypyAblH OOKaMbBIH
TYCIHIIPiHI3

OH4 MenunuHanblK 3epTXaHaiapia canaHbl 6ackapy >KyHeciHiH Heri3ri NpUHLMIITEpIH,
canaHbl 0acKapy *KYHECiHIH HEeTi3ri JJIEeMEHTTEPIH KOJAaHy

OH5 MenunuHanbIK TeéHeTHKa, dTHKA CaJachlH/IaFbl HOPMATUBTIK KYKBIKTHIK aKTiJIep/Il,
olicTeMeNiK YChIHBIMAAP MEH dICTeMENIK HYCKAylIapAbl, cajallblK CTaHIapTTapIbl XKOHE
KJIMHUKAJIBIK XaTTamanap/ibl (KIMHUKAIBIK HYCKAYJIBIKTap/Ibl) KOJIIaHy

OHG6 Ilepudepusublk/KiHAIK KaHHBIH JUMGOLUTTEPIHEH XPOMOCOMa IpenaparTapblH,
XOpUOH BUJUTACHIH/TIAIEHTaHb! Jaibiaaay; FISH mpenapar

OH7 JIHK-ub1 Gemin amy( XOpHOH BWJUIACHI, BEHO3ABIK KaH), KYIICUTY pEaKIUsCHIH
xypri3y, [ITP-pean yakbIThIH KOJIJJaHA OTHIPBIN HITHUXKEJIEP Il aHBIKTAY




OHS8 buoXuMHSIIBIK, YIBTPAALIOBICTHIK, HEOHATANbJbl CKPUHUHITIH HOTHKEIIEPIH
TYCIHIpY, T€HETUKAIBIK MAIIMETTep 0a3achlH KOJJaHA OTBIPBIIN, 3€PTTECY HOTHKEIEPIH
€CKepe OTBIPBINT KOPBITHIHABI jKacay JKOHE JKapHsUIaHbIMJAAp JadbIHAay(Makajiaiap,
TE3UCTEP MEH LI0JIyJIap)

14 | OxpITy TYpI KYHJ13T1

15 | OkpiTy T Kaszak, opsic

16 | Kpenuttep kenemi 140

17 | barmapinamMaHbl iCKe acbIpy Mep3iMi 2 KBLIT

18 | bimikTiniri I'eneTHK-n19pirep

19 | Mawman siaya3sIMJIapBIHBIH Ti30€ci Jlopirep reHeTHK

20 | Kocibu KpI3MeT canachl MeaunuHaIbIK TeHETHKA

21 | Kocibu kpI3mMeT 00BeKTiCl TykpIM KyaJIalTBIH, XPOMOCOMAJIBIK JKOHE Tya OITKEH IMaTOJIOTHICHI Oap HaykKacTap

(ManueHTTiH OTOAChIHJA TCHETUKAIBIK JUATHOCTUKAHBI OCNTiICY JKOHE TIe€HETHUKAJIBIK
OoIDKaMIIbI KYpacThIpy JKoHE OTOAchIHIA HayKac OajaHbIH TYBUIYBIH OOJIIBIpMAy YILIiH
«KayinTi TOOBIHAFBD) KYKTI olesiep yiliH Npo(UIaKTUKAJIBIK apajiap bl TaHIay)

IIanaep TypaJsl

MaJIiMeTTep:

[TonHiH aTaysl [ToHHIH KbICKAIIa CUTIATTaMAaChI [uk | Kommo | Kpe | Oky | KaibInTacThIpbUIaThIH OKBITY HOTHIKEIEP1
b Hent | mut | xeuisl | OHI | OH2 | OH3 | OH4 | OH5 | OH6 | OH7 | OHS
Beiiingeymri monaep
MiHaeTTi KOMIIOHEHT BII MK 134
Menmununanelk | [IoH mMeguuuHanblK reHeTHUKaHbIH FbUIbIMU | BII MK 15 1 + +
TEeHETUKA HETi37IepiH 3epTTeyMeH OallIaHbICTBI: ajaM
Herizzaepi reH/iepl MEH XpoMOocoMallaphl, STUTEHETHKA,
MOMYJISIUSUIBIK TeHETHKA, (papMaKoreHeTuka
AKOHE MMMYHOT€HETHKA. TyKbIM
KyaJaymbUIBIKK TypJiepi. TYKbIM KyalalThiH
MaTOJIOTUSTHBIH CEMUOTHKACHI AKOHE
KJIIMHUKAJIBIK JUArHOCTUKACHl. CHHAPOMJIBIK
TOCLT
AnaMHBIH [Ton a/JIaMHBIH xpoMocomanapsiH | BII MK 25 1,2 + + + + + +
[UTOTEHETHKA | 3€pPTTEYMEH OailllaHBICTBI: MHTO3, MEHO03,
ChI KOHE OOT€HE3, CIEPMAaTOTeHE3, XPOMOCOMAIIBIK
MOJIEKYJIAJIBIK | aypyJap, XPOMOCOMAJIBIK aypyJap/sl
[IUTOTCHETHKA | IIUTOTCHETHKAJIBIK JUATHOCTUKANIAY SJIICTEPI,
CBI KBIHBIC TY311y OY3bUTBICTAPBIHBIH
TFeHeTUKACchl. Myranusuiap JKOHE  ajam
aypynapbl. XpOMOCOMAJIBIK TaTOJOTUSHbI




JMArHOCTHUKAAy 9ficTepi

MonekynanbiK
reHeThKa

[Ton TYKBIM KyaJIayIIbUIBIKTBIH
MOJICKYJIAJIBIK HETri31MeH OaiIaHbICThI. Aam
reHaepi:  KYpbUIBIMBI ~ MEH  KbI3METI.
MouJieKyanbIK, UTOTr€HETUKAJIBIK
3epTTeYIIEep. TykpimM KyaJlaWThIH
CUHIPOMJIApP/bl JTUATHOCTHKANAY OJIICTepi.
buoundopmatukansik Tangay

bII

MK

25

1,2

I'eHOMOBIK
MEINIHA

MoHoOreH/li TYKbIM KyaJIaWTBIH aypyJiap.
MuUXOHIPUSIIBIK, aypyJmap. Tannem
MUKPOCATEJUIUTIHIH KEHEIOIHEH TYBIHJIaFaH
aypyJnap KaWTajlaHabl. I'esOMABIK
UMIIPUHTHHT. ['@HIIK J>KOHE IKACyIIaJIbIK
tepanus. TYKbIM KyallaWThIH 3aT  anMmacy
aypyJapsl. AKBLT-O1 KEMICTITIHIH
TeHETUKAIIBIK ceOernTepi, ayTu3M CIEeKTPiHIH
OY3BUTYHI.

TykpIM  KyallalTBIH = KYpPEK-KaHTaMbIp
aypyJapbl, CYHeK-OybIH KyHeIepiHiH, HeCeT-
XKBIHBIC JKYHECIHIH, O(TaIbMOJIOTHSIIAFbI
CUHIPOMJIAPIBIH TCHETUKAJTBIK
epeKuIeNiKTepi

bII

MK

27

1,2

MenunmHaIIbIK
-T€HETHKAIBIK
KeHec Oepy

Anam TEPATOJIOTUSCHIHBIH Heri3zepi.
AnamMHBIH SMOpPUOHAIIBI KOHE IMOPHOHIBI
JaMYbIHBIH Heri3aepi. ¥pbIKThl OaranayiblH
Heri3ri omicrepi. [IpenaTanbabl
JTMarHOCTHKAIAFbI CKPUHHHTTIK
Oarmapiamanap. [Ipenaranbs
OMOXUMUSUTBIK CKPUHUHT. Y IbTPaIbIOBICTHIK
CKPUHHUHT. XPpOMOCOMAIBIK J>KOHE TeHJIK
aypyJapJIblH TPEHATAIIbl JTUArHOCTHKACHI.
[Ipenaranapl JUArHOCTHKAHBIH HWHBA3USIIBI
omictepi.  MeauIMHAIBIK  TEHETHKAHBIH
ITUKANBIK  Mocenenepi. MeaunuHambIK-
reHEeTUKAIbIK KeHec Oepy. Toyekeni (Kayim)
Oaramnay KOHE YpHaKThl Oormkay.
MynbTrdakTOpIsl aypynap

BII

MK

42

1,2

Tannay OoiibiHa KomnoneHnr

bII

TK




Tya GiTkeH
aKaymnap.
XpoMocomarbl
K
MATOJIOTUSHBIH
YIBTPAIBIOBICT
BIK MapKepJepi

OHKO0JIOTHANATBI MOJIEKYIAJBIK-
FeHETHKAJIBIK acleKTijiep
KanneporenesiiH TEOPUSIIBIK Maceelepi.

[TpOTOOHKOTCHBI. I'ennep-cynpeccopinap.
JTHK TY3€Ty reHaepi. I'ennep-
MOJYJISITOpJIAp. OHKOJIOTHsIIaF bl

OMOJIOTHSUTBIK MapKepsiep Typalbl TYCIHIK.
MakcaTThl TepanusHbl aHBIKTAY, TOPMOH/IBIK

Tepanusra ce3IMTaJIIbIK, MeTacTasfra
OCHIMIIITIK, emey i Oorkay.
OnkoremaTtoJiorusiia KaTThl iCIKTEp Ke3iHIe
MYTaIHASTHBI aHBIKTayFa apHaJFaH
TEXHOJIOTHsIAp.

YpbIKTHIH Tya 0iTKeH aKayJapbl

Tya GiTkeH akaynap - OyJI YPBIKTBIH JaMybl
Ke3iHje Mmaiga OOJIATBIH JKOHE TYBUIFaHFa
JeiiH, TYbLTY Ke3iHe HeMece KeHiHT1 emipe
AHBIKTATYBl MYMKIH KYPBUIBIMIBIK HEMece
GYHKIIMOHATABIK aybITKyJdap. Tya OiTkeH
aKaymnapJIbIg KOMIIUTITTHIH cebenrepi
(mramamen 50%) aHBIK eMec JKOHE KOChIMIIIa
3epTTeyal KaXkeT eTell. TYKbIM KyaJlaHTblH
¢bakTopnapmeH (rennix MyTanusiap,
XPOMOCOMAJIBIK abeppanusiyiap) TybIHIaFaH
aybITKYJap/blH yiieci OapiblK Tya OITKEH
akaynapabrg mamamer 5-10% -bH Kypansl,
5-10% - Tteparorenzik ¢akropaap, 20% -
9K30TeH/IIK JKOHE 3HJOTEH/IK (paKTopiapAbIH
KoJjaiicel3 yitnmecimi HoTmkeci. TBA 50%
cebenrepi ami ge TyciHikciz. Tya OiTkeH
aKaynapAblH HaKThl MPOQHUIAKTUKACHIHA
MeEUITMHAIBIK-TCHETUKAITBIK KBI3METTI
KETUIIIPY JKOHE €H alJbIMEH MpEeHaTaIbIbl
JTUATHOCTHKAHBI KYIICUTY JKOHE JIaMBITY
apKbUIbI KOJI KETKIZyTe 0omaapl.
[Ipenatanapl  NMArHOCTUKAHBIH  HETI3Tl
MakcaThl CKPUHUHITIK Oarmapiamanapibl
(OMOXMMUSITBIK CKPUHUHT, YIbTPaIbIOBICTHIK

bII

TK




CKPHWHUHT, [IUTOTCHETHKAJIBIK,
MOJIEKYJIAJIBIK) €HT13y OOBIT TaObLIAIBI.
I'eHeTHKAJBIK AKNAPATTBIK MAJiMeTTEP
0a3acsl

leHeTnkanblK MomiMeTTep 0Oa3achl  ajgam
TCHOMBIH 3€PTTEY YIIIiH KaXKeT. [ eHeTHKaIBIK
MoJiMeTTep  0a3acbIMEH  JKYMBIC — iCTey
JAFIBICHIHCHI3  JKaHa OyBIHABI  KyHeney
OapbIChIH/Ia AJIBIHFAH aKMaparThl OIpiKTipy
MYMKIH eMec. barmapiamara KIMHHKAJIBIK
Oarnmapianran "OMIM" nepekrep 06azachl,
https://franklin.genoox.com/0,
https://varsome.com/,
https://www.ncbi.nlm.nih.gov/clinvar
MyTanusiHbIH MO (UKAIHSICHI,
HOTWDKENIEpl  TYCIHAIPY  KPUTEPHMJIEPI.
Kpurepuiinep, oenrinep, Canarrap.
Hyckanapapl KiKTey YIIIH KpUTepUnIepmi
O1piKTipy epexenepi. I"'eHOMTBIK
Opay3epIepMeH KYMBIC iICTey epexkernepi.

MeauHanbIK
reHEeTUKAHBIH
STHKAJIBIK
Macenenepi.
Cama
MEHEHKMEHTI
Kyheci

AIaM dNIUTeHeTHKACHI

I'enaepain SKCIPECCUSCHIH PETTEUTIH HET13T1
AIUTCHETUKAJIBIK MEXaHU3MAED. JHK
METHIIJIEHY1 JK9HE JeMeTHIIIeHyl. XpOMaTUH
KYPBUIBIMBI JKOHE TUCTOHIAPbIH
AMUTECHETUKAIIBIK MaHBI3]IbI
mopudukanusiapsl.  Konranmaran  PHK
xone PHK «xenpeprici. bamama MPHK
[IaNIbIPaYHI.

MeauuuHaJIbIK 3epTXaHajapaarbl camna
MeHeIKMEHTI Kyieci

[Tarmentrepre 3€pPTXaHAIBIK
JUArHOCTUKAJIBIK KOMEKTI YTBIMIBI
YUBIMIIACTBIPY 3€pPTXaHAJBIK 3€pTTEYIEPIIH
camaceiH Oackapy kyiecin (MCO 15189-
2015) eHrizy apkpuUlbl MYMKIH OOJajbl.
Camanbl 6ackapy xyheciHiH 12 s3meMeHTIH
Oury. CasicaTThl, TPOIIECTI )KOHE CTAHAAPTTHI

bII

TK




OTepaALUSIBIK
KaFuaaaapsl.

paciMaepai

pecimaey

ApaJbIK aTTecTarray AA 1-2
KopbITBIHABI aTTECTATTAY KA 2 2
BapabiFbl 140




