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1 Tycingipme xka36a

Kipicme:

COHFBI yaKbITTa 9JIEMHIH KONTEreH SJACPIHAC TYY KOPCETKIIll, TYKbIMKyallayIIbUIBIK
KOHE MYNBTU(AKTOPIBIK aypylapAbl epTe ajiblH ally, TyyFa KaOLIeTTi JeHCaylbIK
JKaFIalblH JKaKcapTy Moceleliepi MaHbI3Abl OOoJbIm OThIp. TYKbIM KyanaraH aypy-
Jap MEH JaMyIblH Tya OITKEH aHOMAaMsIapbl ayblp TOPEeKeNi, KUbIH eMIENeTIH, KUl
OJIIM-XKITIMIe OKeJIETiH OTOAChl YIIIH J€ KOHE Kbl MEMJICKET YIIIH JIe KOFaphl
QJICYMETTIK-DKOHOMUKAJIBIK, MEIUIIMHAIBIK JKOHE MOPAJIBIK-IICHXOJIOTHSIIBIK MaHBI3BI
Oap mocenenepaiH O0ipi OOJBIT OTHIP.

Kazaxcran PecniyOnukaceinna ¥nrteik [enerukansik Peructp (KP ¥I'P) GoitbiHina Tya
OiTkeH aypysapMmeH kbl caitbiH 3500-4000 Gana tysutanbl. KazakcTan TYpFbIHAAPBIHBIH
apachlH/a Tya OITKEH JKOHE TYKbIM KyallaraH aypyJapblH JKUUIIr ©Te KOFapbl, OJap/IbIH
yJieci AeHCaydbIKTBIH PEeNpoayKLMSUIBIK, Oananap aypyIIaHIbUIBIFBL, OJIM-XKITIM JKoHE
MYTeeKTIIIK KOpCeTKilTepinae OOMbII OThIP, COHABIKTAH Ka3ipri peciyOnuKaMbl3aAbIH
JICHCAyJIBIK CaKTay CaJaChIHBIH IIPAKTHKachlHA Tya OITKEH JKOHE TYKbIM KyalaraH
MaTONOTHSLIAP b H MEUIIHATBIK-TEHETHKAIBIK KOHCYTTAUSIAPbIH, THArHOCTHKACHIHBIH
Ka3ipri oficTepiH KEeHIHEH €HIi3y/l Tajaml eTell.

Kazakcran PecryOiaMKachbIHBIH TYPFBIHIAPBIHA OUTIKTI MeTUIMHABIK-TSHETHKABIK
KIpIEMKOpCeTy YIIiH « MeTMIMHAIBIK FTeHeTHKa» allMaFbIH/Ia )KOFapbl MaMaH 1aH Il PBLTFaH
MaMaH/Iap/ibl Jaspiiay e3eKTi Moceenep/IiH OipiHe allHAIIbI OTHIP.

ITonHin MakcaThbI:

«MenuuuHaIbIK TeHETHKa» MaMaHIbIFbl OOMBIHIIA KOCBIMIIA MEAMIIUHAIBIK OiTiM
Oepy/iH Makcarbl — MaMaHJIbIK OOMBIHILA KOCIOM Jar/blLIapibl KaObulgay KOHE apTThi-
DY, TYKBIM KyaJlaFaH XoHE Tya OITKeH aypylapiblH dTHOJOTHSICHI MEH MaToreHesi, epre
JMAarHOCTHKACKI, PO(QHIAKTUKACKI MEH €Mi Typasbl jKaHa TCOPHSIIBIK OlTiMaepai any,
MeTUINHATBIK-TEeHETUKAIIBIK JKOpIEM/Ti YIHBIMIACTBIPY MACeIeIepiH MEHTepy.

ITonnin mingerTepi:

«MeIMIMHANBIK TeHEeTHKA» MaMaHIBIFbl OOWBIHIIA KOCBIMIIA MEIHMIHHAIBIK OiliM
Oepy/iH Heri3ri MiHAeTTepl TYKbIM KyallaFaH jKOHE Tya OITKeH aypyiap/blH JUArHOCTH-
Kachl, MPO(MIIAKTHKACEI MCH eMJICy MOCEIeIEPiHIe MEANIIHHAIIBIK TeHETHKAHBIH Ka3ipri
TaH/arbl OApJIBIK JKETICTIKTEPiH KOJIZAHA OTBIPHII O©3/IMHEH MEIUIIMHAIBIK-TCHETHKAIIBIK,
KOHCYJIBTAIHS OTKi3¢ alaThlH MaMaHIap/Ibl Jasipray.

Binim Oepyain TynkiJgikTi HOTHAKETEPI
TeIHapMaH:
. TYPFBIHIIAPFa MEIUIUHAIBIK-TEHETUKAIBIK JKOPAEM/i YHBIMIACTBIPY/bIH JKaJIIbI
MOcelIelNepiH;
*  aJaMHBIH KaJIbl TCHETUKACHI HETi31H;
*  JaMyJbIH Tya OITKEeH aKayyapbl MEH TYKbIM KyajlaraH aypyJiapblH STHOJIOTHICHl MEH
[IaTOr€HE3iH;

7 Cniucok pekoMeHayeMoii TuTepaTypbl

OCHOBHAs:

1.
2.
3.

Boukop H.I1. Knuanueckas renetuka. — M.: [DOTAP-ME/JI, 2001. — 448 c.

Tunrep E.K. MenuuuHckas reneruka: YueOnuk. — M.: Menununa, 2003. — 428 c.
Koznoga C.U., lemuxosa H.C. HacnencTBeHHbIE CHHAPOMBI U MEIMKO-TEHETHYECKOE
KOHCYJIBTUPOBAHHUE: aTiac-ClIpaBOYHUK. 3-€ u31., nepepad. u gononH. — M.: T-Bo
Haunbix m3nannii KMK; aBropckas akamgemust. 2007. — 448 c.

JONOJTHUTEC/IbHAsA

L.

10.

11.

12.

13.

14.
15.

Hosukos I1.B. CemnoTtuka HacaeCTBEHHbBIX 00JIe3HEH y IeTeH (CUMITTOM — CHHIPOM
— 0onesHp). — M., «Tpuaga-X», 2009 — 432 c.

Mensenes M.B., Anteinauk H.A. OcHOBBI ynbTpa3BykoBOro ckpunuura B 11-14 ne-
nenb 6epemenHoctH. [IpakTuueckoe nocodue ams Bpayed. — M.: Pean Taiim, 2009.
-9 c.

Kanypuna T.1., TopGynosa B.H. [lucniasust coeMHUTENBHON TKaHU. PYKOBOACTBO
qutst Bpaueil. — CII6.: On6u-CII6, 2009. — 704 c.

CenuBanoBa E.A. Hacnencreennsie 6one3nu. CrpaBOYHUK MPAKTHYECKOTO Bpaya.
Krmunka, tuarsoctrka u npoduaakraka 6onee 5000 HacIeICTBEHHBIX U BPOXK/ICH-
HbIX 3a00neBannii. — M.: PUIIOJI kinaccux, 2007. — 544 c.

Ioxn pen. 3bixoBa B.I1. Jlnarnoctuka v iedyeHne HacaeJCTBEHHBIX 3a001€BaHII HEPB-
HOW cucTeMbl y neTei. PykoBoacTBo aist Bpadeit. — M., « Tpuama-X», 2007. — 224 c.
Bopcanosa C.T., FOpos 10.b., Uepnsiios B.H. MenuiuHckas utoreHeTuka (yueo-
Hoe nocobue). — M.: Meamnpakruka, 2006. — 300 c.

Hosukop H.II. Paxut u HaciencTBEHHBIC paXUTONONOOHBIC 3a00JICBaHUS Y JICTEH:
JMarHOCTHKA, JiedeHue, npodunakruka. — M., « Tpuaga-X», 2006. — 336 c.

[lon pen. Banosa B.U. u Kucenesa JI.JI. 'enomuka — meauuune. — M.: K1 «Axa-
neMkHura», 2005. — 392 c.

Bapammnes F0.1., baxapes B.A., HoBukos I1.B. Jluarnoctuka u ieueHue BpOXK/JICH-
HBIX U HACJIEJCTBEHHBIX 3a0oseBanuil y nereil. — M.: «Tpuana-X», 2004. — 560 c.
Heperun B.41., Aragonos b.B., Cunoposa O.I1. Meanko-reHeTUTYeCKOe KOHCYIIBTH-
pOBaHME TPU HACIEJICTBEHHBIX U BPOXKJECHHBIX OOJIE3HAX HEPBHOW cHUCTEMBL. — M.:
Menuina, 2004, — 224 c.

Temun I1.A., Kazannesa JI.3. HacneacTBeHHbIe HapyIIeHNsT HEPBHO-TICHXHYECKOTO
pasButus aereii: PykoBoacTso mist Bpadeit. — M.: Menumunaa, 2001. — 432 c.
bapanos B. C. 'enom uenoBeka u TeHbI «IIPeIpacioNoKeHHOCTH) BBenenne B mpe-
JTUKTHBHYIO Meauiuny. — CI16., 2000. — 271 c.

Ilerpukosckuii b. M., Mensenes b. M., IOnuna E. B. BpokaenHble nOpoku pa3Bu-
THA: TIpCHATajJibHass JUAarHOCTUKA U TaKTHKa. :‘)HLU/IKJ'IOHCIH/IH yJ'Ipra3ByKOBOI>’I Jaua-
rHocTHKH.— M. 1999. — 254 c.

Wutepuer — www.genetics@rusmedserv.com

Hureprer — OMIM (On-Line Mendelian Inheritance in Man).
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5 Metoabl o0y4yeHus ¥ IPenoJaBaHUs

e Jlekuuu: 0030pHbIe, NPOOIEMHBIE.

e CemuHapbl U NPAKTHYECKHE 3aHATHS: MEIUKO-TEHETHYECKOE KOHCYJIBTHpPOBa-
HUE OOJIBHBIX C HACJIEACTBEHHOI IMAaTOJOrHeH, CeMel C OTATOIEHHBIM I'eHeTHYe-
CKHUM aHaMHE30M, MEJUKO-TeHETHYEeCKOE KOHCYJIFTUPOBaHNE OEPEMEHHBIX, BeJICHHUE
MEJUIUHCKON JOKYMEHTaluH, paboTa B pa3iUyYHBIX MOAPA3ICICHUSIX MEIUKO-
TeHETUYECKOH KOHCYIIBTAINH, YYaCTHE B KOHCHIIMYMaX, B TOM YHCIIE IIPEHATAIEHOM
KOHCHIINYMe, Pa30op TeMaTHIeCKHX OONBHBIX, paboTa B MaJIbIX IPYIIIAX, TUCKYCCHH,
MPEe3eHTAINH, OOpaTHasl CBS3b, OPraHU3aIMs HAYYHO-TIPAKTHUECKUX KOH(EPEHIHH.

e CamocrosiTenbHas padora caymaressi (CPC): Mmeanko-reHeTHIecKoe KOHCYIbTH-
poBaHue OOJBHBIX C HACIEICTBEHHOW MAaTOJNIOTHEH, ceMel ¢ OTATOLIEHHBIM I'eHEeTH-
YECKMM aHAMHE30M, MEJIMKO-TeHETHUECKOE KOHCYJIBTUPOBaHNE OEpPEMEHHBIX, paboTa
B pa3JIMYHBIX TOAPA3ACIICHUAX MC}IHKO-FCHCTH‘{GCKOﬁ KOHCYJIbTalluH, Iporaranaa
MEJIMKO-TeHETHUECKUX 3HAaHUH HaCENIeHHIO, paboTa ¢ y4eOHO-HAYYHOI IuTeparypon
U KOHTPOJIbHO-U3MEPUTEIbHBIMU CPE/ICTBAMU, HANMCAHUE MEINKO-TEHETHYECKON
KapThl, MIOIrOTOBKA MIPE3CHTAIUH.

6 Knnunnueckasi 0a3a

JlaGoparopust METUIIMHCKOM T€HETHKH, B COCTAB KOTOPOIH BXOTUT MEIHKO-TCHETHYCCKAs
KOHCYJIBTALMsI, TUTOTeHETHIECKast Jaboparopusi, 1adbopaTtopusi MPeHaTaIbHOTO CKPUHHH-
ra, J1abopaTopusi HEOHATAIFHOTO CKPUHHMHTIA, MOJEKYIIPHO-TEHEeTHYeCcKas J1adoparopus,
naboparopusi IMArHOCTUKU HACJIECICTBEHHBIX OoJIe3Hel OOMEHa BEIIECTB U OTIEJICHHE
NpeHaTalbHON TNAarHOCTUKHU.
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*  XPOMOCOMAJBIK OY3bLIBICTAP/IBIH [IMTOTCHETUKANBIK JUATHOCTHKACHI J/IiCTEPiH;

*  aJIaMHBIH MOMYJSHSIBIK [eHETUKACKI HET131H;

*  TYKbIM KyaJlaFaH aypyJapIblH >KaJIlbl KIWHUKAIbIK CHUIIATTAMACHIH, aFbIMBIHBIH,
JTUArHO CTHKACHIHBIH KOHE eMIHIH epeKIIeNiKTePiH;

*  KYKTUTIKTIH Kayin-Karep TOOBIH, HayKacTapbl )KOHE OJlapblH 0TOACTaphIH TUCIIAH-
cepJiey MPUHIHUITEPIH;

*  HopecTenep/i alIMacyIbIH TYKbIM KyalaraH aypyiapblHa JKarnail CKpUHUHT (aHBIKTAIl
ajy) NpUHIMIITEPIH;

*  KYKTUTKTIH OpTYpii Mep3iMiHIEri KYKTUIIKTIH TCHETHUKAJbIK CKPHHUHI MpPUH-
LUINTEPIH;

*  0OocaHy aniblHIa JUArHOCTHUKA XKYPTi3y YIIIH XKYKTILTIKTiH KOpCETKIIITepi MEH Mep-
3iMJIepiH;

*  OKYKTUIKTIH OpTYpii Mep3iMiHJle JMarHOCTUKAHbIH [PEHATaJIbIK WHBA3HSUIBIK
OMICTEPIH JKYPri3y NPUHIUOTEP]I MEH TEXHUKACHIH;

*  TEHETHKAJBIK KopceTiMaep OOMBIHINA XKYKTUTIKTI Y3y KOpPCeTIMIEPIH;

*  TYKBIM KyaJlaFaH jkoHe Tya OITKeH aypyJap/bl aJlbIH aly IPHHIHITEPiH;

*  UTOTEHETHKAJBIK 3ePTTEY/i )KYPTi3y YIIiH OMOJIIOTHSIIBIK MaTepHajiapiaH Kacya
OCIpIHIIICI MpenapaThiH JaibIHIAy/IbI )KOHE OHBIH aHAIH31H,

*  MOJIEKYJJIBIK-TeHETHKAIBIK 3€PTTEY JKYPTi3y/IiH KalIlbl IPUHIHUIITEPIH;

*  MeOULUHAIBIK IeHeTHKaJaFbl MEANLMHAIIBIK TICUXOJIOTHS, THKA 5KOHE ICOHTOIOTUS
Heri3aepiH oiayi Tuic.

TeIHIapMaH:

*  HaykKacTap/bl (DEHOTUNTIK Kapar TeKCepyai xKyprizyai;

*  IIeXipeHi rpa(UKalbIK CypeTTeN KopceTyll XKHe Taliay/bl;

e ar3ajap MeH yiesep OoliblHIIA NMpoOaHATHI (IlexKipe OacTanaTblH TYN TYJIFa)
OOBEKTUBTI 3ePTTEY KYPri3yai;

*  CHHAPOMAJJIBIK JUAarHO3IbI ME3TUTIH/IE aHBIKTAY/Ib;

*  TCHETHKAJIBIK Kayill-KaTepi ecenTey/i Kyprisy;

*  TYKbIM KyallaFaH aypyJapiblH opTypii (opmanapbl Ke3iHIe OTOAChIHAA aypyblH
JaMy OOJDKaMbIH aHBIKTay/bl;

*  JKYKTI oifeniepre KeIeH 1i MeIUIIMHAIBIK-TeHETHKAIIBIK KOHCYJIBTALIUS JKYPTi3y/i;

* TYKbIM KyaJaraH TaToJOTHsUIapbl Oap OTOAchlHA KEIICH/I MEIUIIMHAIBIK-
TeHETHUKAJIBIK KOHCYIBTaLUs KYPri3yai;

*  OKYKTLIIKTI KOcHapiiaraH 0TOAChIHA KEICH I MEAULMHAIIBIK-TeHETUKAIBIK KOHCYJIb-
TalMs KYPrisyai;

* Tya OITKEH >XKOHE TYKbIM KyajaraH aypynaap OOIbIHINA SKYKTI OHeNiepAiH >XoHe
0TOACHIHBIH Kayill-KaTep TONTAapbIH KYPY/IbI;

*  OHIpJEri TCHeTUKAIBIK OY3bUIBICTAp/aH IIePHHATAIBIK aypyMaHIbLIIBIK MeH OJIiM-
JKITIM KOpPCETKIITEPiHIH eceOi MEH aHaJIM3iH JKYPri3y/i;

*  eHipjeri JamMmy/blH Tya OITKEH aKayJapbIHbIH PETUCTPIH KYPri3y/i;

° 3ar anMacylblH Tya OITKeH akaybl Oap Haykac OajlaHbl eMJCy TaKTHKAChIH
HETI3/ey/i;



*  aJuMacy/bIH TYKbIM KyaJlaraH aypyliap/bl eMJOMMEH eMICY/IiH THIMAUTITH Oaraliay/ibl;

e  coiikec MEIUIMHAJBIK FeHETHKAIBIK KY)KaTTaMaIap/bl peciMaey/i;

*  JIMarHOCTHKAaHBIH aCIAlTHIK )KOHE apHalbl 9HiCTePiHIH HOTKEIEPiH Oaraaysl;

*  OKYKTUIKTIH 9pTYp:ii Mep3iminzaeri Y/13 nepexrepin Oaranaymsr;

*  OMOXMMHUSUIBIK CKDHHUHT HOTHXEJICPiH Oaranay/isl;

*  XPOMOCOMAJIBIK YKOHE MOHOTCHJI MAaTOJOTHsIap MHBA3USUIBIK TUATHOCTHKACHIHBIH
HOTHXKeJIepiH Oaraay/pl YHPeHIN aaybl KaxkeT.

TeIHgapMaH:
*  TYKBIM KyaJlaFaH [IaTOJIOTHsIaphl 0ap 0TOACK MIeKIpeCiHiH FeHea oTUsUTBIK aHaIN31H
JKYPprisyre;
*  TYKBIM KyaJlaraH aypyJlapAblH OpTYpJi THITEPl Ke31HAe FeHeTUKAJbIK Kayill-KaTepi
ecelreyre;

*  mIeXipeHi rpadUKalbIK CypeTTeN KOPCETYre XKOHe TalIayFa;

*  TYKBIM KyaJlaFaH IaTOJOTHsUIAPAbIH CHHAPOMAIIIBI THarHOCTHUKACHIH KYPri3yre;

*  OHIpIEri I'eHETUKAJBIK Oy3bUIBICTAPAH IIEPHHATAIIBIK ayPYIIAHIbLUIBIK [ICH OIIiM-
JKITIM KOpPCETKIIITEPIHIH eceOl MEH aHAJIM3IH KYPri3yre;

*  (eHMIKeTOHYpHsCHl 0ap HayKac YIIIH eMJIIK eMIOMJI eCenTeyre AaFAbLIaHYybI
KakKeT.

2 ITon caraTTapbIHbIH 00JIiHYI

«Mezmum-lam,m TF€HETUKA» MaMaH/1bIFbl OoiibIHIIA KaﬁTa aasipJjaay

MeaukKo-reHeTHYEeCKOe
KOHCYJITHPOBaHHUE TIPH Oec-

Menuko-reHeTHuecKoe KOHCYIBTHpOBaHUE Mpu Oec-

AyIUTOPHUSJIBIK CAFATTaP
Tlon Bapabirel | JopicTep Mpaxrikcancic | TOK
cabakrap
MenuurHaNbIK TeHETHKA 144 24 120 72
Knunaukanblk reHeTnka 72 12 60 36
3epTxaHaibIK TeHeTHKa 72 12 60 36
s wone apnronnerisi |20 6 30 18
Kubinbi: 324 54 270 162

9 IUIOAWU U HEBBIHALIMBAHUU OEPEMEHHOCTH. AJro-
TUIOJIUH U HEBBIHAIIIMBAHUH
pUTM 00CIIEJOBAHUSL.
OepeMeHHOCTH
CunzapomainpHast qMarHoctd- | CHHApOMalbHas JUAarHOCTHKA TPU  3aJIepiKKe
10 | ka mpu 3amepKKe HEPBHO- HEPBHO-TICUXHUYECKOTO Pa3BUTHS. AJTOpPUTM oOCIie-
MICUXUYECKOTO Pa3BUTHUSA JIOBaHUS.
CunzapomainpHas JUarHoCTH-
CunzapomalnbpHasl AMarHOCTHUKA [IPU HApYILIEHUsX 110-
11 | ka npu HapyIIEHHsX [10JI0BO-
JIOBOTO Pa3BUTHS. AJITOPUMT 00CIeIOBaHNUSI.
r0 pa3BUTHUSA
12 JluarHoctrka MUKpozeneny- | JlmarHoctuka MUKpOIEICUOHHBIX CUHIPOMOB. [1o-
OHHBIX CHH/IPOMOB CTaHOBKA aHAJIN3a
T'enetnuecknii macmopt. Ilpumeps! reHeTHYECKOTO
. racropTa IpeapacrloloKEHHOCTH K aKyHIIepCKUM
13 | 'enetnueckuii macmopt P peap . yuep
OCIJIOKHEHUSM, CEepJeYHOCOCYAUCTON IaToJIOTuH,
OHKOJIOTHYECKHM 3a00JICBAHUSIM | AP.
4.4 TllpuMepHbIii NJ1aH caMOCTOATEILHOM padoThl caymareis (CPC)
Ne Copepxanune CPC
1 | YyacTue B KOHCHINYMAaX U MEAUKO-TE€HETUUECKUX KOHCYIbTaLlUsIX.
2 | Benenue MeIULIUHCKON JOKYMEHTALUHY.
3 | MHTepnperanysi TMTOI€HETHYECKUX aHAJIN30B.
4 | MnTepnperanius MOJNEKYJIIPHO-T€HETUUECKUX aHaIU30B.
5 Wutepnperanyst OMOXUMUYECKUX aHAIM30B IPU HACJIEICTBEHHBIX O0JIE3HAX OOMEHA
BEILIECTB.
6 | Mutepnperauus pesynsratoB Y3U mioza.
7 Amnanms 6a3 nanHbIX «HanmonanesHOTO reHeTndeckoro peructpa PKy». Pacuer wacto-
161 BIIP. [TogroroBka otuera.
IToaroroska oT4yeTa 0 COCTOSIHUU MEIUKO-TEHETHYECKOH CITy>KOBI B PETHOHE.
9 | Pabora B 6ubnuorexe, utepuere.
10 | IToaroroBka JOKIan0B, Ipe3eHTaUUl U pedepaToB [0 YCTAHOBIECHHBIM TEMaM.
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MeTouKHU. Bo3mMokHOCTH, OrpannyeHnsi. OCHOBHbIE
MOKa3aHus JIJIsl KCIT0JIb30BaHUS METOA0B B KJIMHUYC-
CKOI TEHETHKE.

«MenMUMHANBIK reHeTHKA» MaMaH/IbIFbI 00HbIHIIA OLTIKTITIKTI apTTHIPY

12

I'eneTnueckwnii macmopr,
KaK METOJ] IPEBEHTUBHON
MEHULITHBI

I'eneTnyeckuii macnopt, Kak METOJ MPEBEHTHUBHOM
MEIUIHBL. BhIsBICHHE reTepO3UroTHOTO HOCUTEIb-
cTBa HanboJIee YacTIX M PACIPOCTPAHEHHBIX MOHO-
TeHHBIX Oose3Hed. ['eHbl TpepacioIoKeHHOCTH K
MynbTH()AaKTOpHaIbHBIM 3a00JeBaHUsAM. [eHeTHnue-
CKUI TacropT Julsd BBIABIEHHS IPEIPACIIOIONKEH-
HOCTH K aKyLIEPCKUM OCJIOKHEHHUSIM, CEpIEYHO-
COCYIAHMCTON NaToJIOTHH, OHKOJIOTHYECKUM
3a00JIeBaHUSM U JIp.

AyIUTOPHSIIBIK CaraTTap

TaKbIpbIOBI Bapasirs | Topicr TMpaktukaneik | TOK
P opierep cabakrap
MenuiuHAIBIK TeHETHKAHBIH 162 30 73 54
©3eKTi Macenenepi

4.3 IIpuMepHbIii TEMaTHYECK

Uil IUIaH U CoAepiKaHue MPAKTUYECCKUX 3aHSTHI

3 «MeaMuMHAIBIK FeHeTHKA» MaMaH/AbIFbI 00MbIHINIA KaiiTa nasipiay Oeifingeyi
NMOHIHIH TaKBIPBINTHIK KOCNIAPBIHBIH YJITici JK9HEe Ma3MYHBI

3.1 JlopicTepaiH TaKbIPBINTHIK KOCMAPBLIHBIH YJTici

Ne TakbIpbIObI

‘ Ma3smyHBI

MennuuHaJIbIK FreHeTHKA

Kaszipri memuirHaaars
1 | MEOUIIMHATBIK
TCHETHKAHBIH POJI

FbutbIM peTiHeri MeIUIINHABIK TeHETHKA. MeIUIH-
aJIbIK TeHETHKAHBIH MEULIMHAIIBIK OiTiM XKyHeciHaeri
poIi, MEeTUIMHATIBIK TeHETUKAHBIH 0aCKa KITMHUKAJIBIK
JKOHE MEUIUHAIBIK-TPO(UIAKTUKAIBIK TTOHIEPMEH
e3apa Oaiinanbichl. JopirepiiH KociOu IaspibIFbIH/IA-
FBI TCHETUKAHBIH MaHbI3bI. Ka3ipri reHeTHKaHbIH, a71aM
TE€HETUKACLIHBIH JKOHE MEIUIIMHAIBIK TeHETHKAHBIH
Herisri  OemiMaepi. MenuIMHANBIK T€HETHKAHBIH
Oacka OarbITTapMeH OaitaHbIChl. KIMHUKANBIK Te-
Hetrka. Kasipri MeanIHaaarel MEIUIIMHAIIBIK KOHE
KJIMHUKAJIBIK TeHETUKAaHBIH MiHAETTEP1. MeTUITMHAIIBIK
I€HETHKAHBIH KaJbIITACy TapHuXbl, JaMyIbIH HETi3ri
Ke3eHepi. FouTbIM 1aMybIHBIH HETi3iH Kasaymibuiap.
MeauuyHaNBIK JKOHE KIMHHMKAJIBIK FeHETHKAHbIH Ja-
MYbIHA OTaHJIBIK FAJIBIMIAPBIH KOCKAH YJIeci.

Ne Tema Conepixanue
IIpenaranbubiii kKoHcHMyM. Opranuzanus. OCHOB-
1 | [IpeHaraipHbIi KOHCHIIUYM | HOW cocTaB crienuaiucToB. Llemu, 3anaqn. OTyeTHas
JIOKyMEHTAIIHUSI.
Menuko-reneTnueckue
) | KOHCYIBTHPOBAHHE NPH Menuko-reHeTHIeCcKre KOHCYIBTHPOBAHUE TIPH CUH-
cunnpome pero-dperanpHol | IpoMe pero-heTanbHON TpaHCchy3HH.
TpaHcdy3uu
Metonsl npopmiakTHKH  1e(DEeKTOB  HEBPAJIbHOM
Mertoapl nporITakTUKY Jie-
3 . TpyOku. IlepukoH(enuuoHHas NPOQUIAKTHKA [e-
(hexTOB HEBpaAJILHON TPYOKH -
(heKTOB HEBpaJIbHOU TPYOKH.
4 TIpodpunakruka ponarzaBu- | [Ipodunakruka (Hoaar3aBUCHMBIX BPOXKICHHBIX I10-
CHMBIX BPOXKICHHBIX IOPOKOB | POKOB
MeTtoab! AMarHoCcTUKH Mertoapl nuarHocTuku MykoBucuuaosa. IloroBwie
5 | MykoBHCLIHI03a B IEPUOL poObl. MoeKylIspHO-TeHETHYECKasl TUarHOCTHKA
HOBOPOX/IEHHOCTH MYKOBHCLIJI032.
6 Heonaranbuplil ckpuHuHT Ha | HeoHaTanbHBI CKPUHUHT Ha (DEHWIKETOHYPHIO.
(heHUITKETOHY PHUIO ITocranoBka ananu3a.
Pacuer quetorepanuu nmpu
. Pacuer nuerorepanuu npu HEHWIKETOHYPHU Y Ie-
7 | bennnkeToHypHUH y AeTeH 10 .
Teil 10 1 roga KU3HU
1 rona Ku3HU
Pacuer nuerorepanuu npu
. Pacuer nuerorepanuu npu (EHUIKETOHYPHH Y Je-
8 | henunkeronypuu y nereit

crapuie 1 roga ®Ku3HU

Tel ctapuie 1 roga »KuU3HU

YKacyma. KypbabpIMeL.
2 | ®dyHKOMAIapHL.
Kacymansik mux

AaM  TYKBIMKyaJlay[IIBUTBIFBIHBIH, ~ OWOJOTHSIIBIK
Herizi. JXKacymra Typansl Teopusiiap. XKacymia Kypbi-
neiMbl. JKacymaneiH Tipmiinik nukii. [amerorenes.
¥YpBIKTaHy JKoHE OSMOPHOHANABIK JaMyIbIH epre
ke3enzepi. JamybiH COHFBI Ke3eHaepi. lurreri Hopec-
TEHI 3aKbIMIANTBIH (akTopnap. ¥ pbIKTaHyFa IKOHE
KYKTUTIKKE oHe OpraHu3mi penpoayKUMsIIbIK xKyite-
CiHIH JalbIHJBIK Yaepici.
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AzaM TYKbIMKYyaJlaylIbLIbl-
FBIHBIH [IUTOJIOTHSIIBIK

Kacymanapasiy Oeninyi. JKacymanblK LUK SKOHE
OHBIH Ke3eH/Iepi. MHUTO3 oHe OHBIH epeKIIeiKTepi.




HET131

TyYKBIMKyaIayIbUIBIKTBIH OMOXUMUSUIBIK HeTi31. Meii-
03 JKOHE OHBIH MaHbI3bI.

TyKBIMKYaay IIbLTBIKTHIH
MOJICKYJIQJIBIK HET131

leHeTHKanbIK aKmaparTapabl TachIMaJIayllbl PEeTiH-
neri THK peuni. JTHK men PHK kypbutsiMaapsr. JJTHK
perukanusicel. JIHK pexomOuHanusicel. darrap my-
TaHTTapbl MEH TeHETHKAaIbIK KapTaiapbl. PekomOu-
Hais Mexanmsmi. JIHK penapanusicer. Tenaepuiy
XKIHIIIKE KYPBUIBIMBL. MyTanusapIslH MOJIEKYIaJIbIK
MexaHu3Mi. [eHeTHKaIbIK KOATBIH Kbl TaOUFaThI.
JHK tpanckpunuumscel. PHK Typnepi. PHK TpaHc-
nsanuscel. ['eHeTukanslK koa. I'eHnep 'koHe onapiblH
yiipIMaacysl. [ennep MeH HopybI3aap.

I'eneTnueckuii CKpUHUHT
OepeMeHHbIX, KaK METOJ

l'eneTnyeckuii CKPUHHUHI 6ep€M€HHLIX, KakK METOJ

TyKpIMKyaaybUTBIKTHIH
XPOMOCOMAITBIK TEOPHSICHI

AJ1aM XpOMOCOMAChIH T'€HETHKAIBIK KapTaiay. 3epTTey
onicrepi. Hlexipenep OoMbIHIIA TEHIEP TIPKECYiH 3epT-
tey. Tipkecy tumrepi, OTOACHIHBIH aKIAPATTHUIBIFbI,
TIpKECYIl ecenTen IiblFapy ojictepi. [eHmep Tip-
KECyiH 3epTTey/leri COMAaTHKAJbIK JKacyllalap/ by
rubpuau3anus oaici. backa omicrep. «AnaM reHOMBD»
OaraapiiaMachl OHE aJlaM XPOMOCOMACBIHBIH Ka3ipri
TCHETHKAJIBIK KapTAaChI.

Xpomocomanap.
KypbutbIMBI MeH (DYHKIIHS-
napel. Homenxkmarypa

XpoMocoMa KYPBUIBIMBI KOHE OHBIH MOPQOIOTHS-
cel. MHTepdasanbik sApomarsl ajam XpoMocomaia-
pel. Metadazamarel agaM Xxpomocomanapbl. Angam
XPOMOCOMAJIAPBIHBIH XUMUSUTBIK YABIMIACYbl. Meio3-
JIaFbl alaM XpoMocoMaiapbl. 3eprrey ouictepi. I Oe-
niny npodasaceinaarsl, | xoHe 11 MeradaszacbiHars!
XpoMocomanap cumarramachl. CaHIBIK JKOHE KYpPbI-
JBIMIBIK KalTa KYpbULy HACHTH()UKAIMSCHIHIAFbI
MaHbI3bl. | €TepOXpOMATHH KOHE IYXPOMATHH — aJaM
XPOMOCOMAJIAPBIHBIH JIMHHUSITBIK XKIKTETy HEri3i.

MeHIIeJIeeBTiK T'CHCTHUKa

I'perop Menzens rubpuIOIOrHANBIK dici. MoHo-
rubpunTi Oynanaacy OoiibiHina Mennens Taxipudeci.
Mengens 3aHpl. [ameranmapablH  Ty3inyi Ke3iHze
AUIeIIH aXbIpaybl Typaibl MeHJeNb THIOTe3achl.
MeHieneeBTiK ~ axpIpay aHAJIH3IHAETT MYMKIHIIK
TeopusChl. MEH/IENeeBTIK TYKbIM KyaJlayIblH XPOMO-
coManblK Herizi. Jurubpunrik Oymanmacy. [eHoTum
nieH peHoTu OoibIHIIA aXKbIpay. JIUreTepo3uroraaars
TraMeTTIH Ty3UIyi. AJUIenb JKYITapbIHBIH TOYEJCi3
TYKBIM Kyanay 3aHmapbl. DeHo- »oHe TEHOTUITEp
JKULTITHIH KaTbIHACKL. TpUruOpHUATI )KoHE MOIUTHO-

10

3 podHIaKTHKH 1e(PEKTOB HeBpaibHOU TpyOku. Cpo-
npoQUIaKTUKU 1e(PEKTOB pod ¢ P Py P
. KM TIPOBEJICHUS. AJITOPUTM BeJIeHUsI OEPEMEHHOIA.
HEBPaJIbHOH TpyOKH
Menuko-reHeTHIeCKOe KOHCYIBTHPOBaHUE NpH (o-
Menuko-reHeTuueckoe
JIAT3aBUCUMBIX BPOKICHHBIX IIOPOKAX pa3BUTHA.
KOHCYJIBTHpOBaHKE TIpH (o- .
4 Anroputm 00ceI0BaHUS W BEICHUS OCPEMEHHOM.
JIaT3aBUCUMBIX BPOXK/IEHHBIX
[MpodunakTrka QonaT3aBUCUMBIX BPOKICHHBIX T0O-
MIOPOKax pa3BUTHUS
POKOB pa3BUTHS.
MornekyisipHO-TeHeTH4ecKre | MOoJIeKyIspHO-TEeHETHYECKHE METO/Ibl JIUArHOCTUKU
5 | MeToIbl AUArHOCTUKH MYKO- | MyKOBHCLNA03a. Bunbl. Bo3mMoxkHOCTH M Orpannye-
BUCIIH/I032 HHE.
Pacuer nuerorepanuu npu OKY y nmereit no 1 roga
JKM3HU. BoszpacTHele 0COOGHHOCTH —COnepIKaHHs
Pacuer nuerorepanuu npu
. AMHUHOKHCIIOT, )KUPOB U APYTMX KOMIIOHCHTOB B ITH-
6 | OKY y mereit o 1 roga
S TaHuK peOeHka. PacueT neyeOHOro nmuTanus. Beioop
JeyeOHOTrO MPOAYKTa AeTsAM 10 | roma. AIroputM
Be/IcHUs peOCHKA.
Pacuer nuerorepanuu npu ®KVY y nereit crapuie 1
Pacuer nquerorepanuu npu rofa >XM3HU. BozpacTHble 0COOEHHOCTH COmEpXka-
7 |®KYVY y pereii crapiue 1 rona | HUs aMUHOKHUCIIOT, )KUPOB U IPYTUX KOMIIOHEHTOB B
KU3HU nuTaHuu pebeHka. Pacuer neyeGHOro nutanus. Bei-
00p JledeOHOTO MPOIYKTa AeTsIM cTapiie | roja.
IIporpamma renerndeckoro | [IporpamMmma reHETHYECKOTo OOCIEIOBAaHHS CYTIPY-
00CTIeIOBaHUs CYNPY)KECKOH | )KECKOH Maphl MpH OECIUIOANN W HEBBIHAIIMBAHUU
8 | mapsl mpu OGecronny U O6epeMeHHOCTH. L{uTOreHeTHYECKHE MCCIIEI0BAHMS.
HEBbIHAIIMBAHUU OepeMeH- | MonekysasspHO-reHeTHueckne MeToabl. OCHOBHBIE
HOCTH MIOKa3aHUs U BO3MOXXHOCTH.
IIporpamma remeTudecko- ITporpaMMa reHETHUECKOIO 00CienoBaHUsl peOeH-
g |TO oOciietoBaHus pedeHKa Ka C 33/IepKKOH HEPBHO-TICUXUYECKOTO Pa3BUTHUS.
C 3aJIePXKKOI1 HEpPBHO- OCHOBHBIE METOABI, IOKA3aHUSA, BO3MOXHOCTH U
TICUXUYECKOTO Pa3BUTHSA OTpaHUYEHUSL.
IIporpamma reneTudeckoro
ITporpamMmMa reHeTHUECKOro 00CIe0BaHNs peOeHKa
o0ciieioBaHus pedeHKa ¢
10 C HapyIIEHHEM MOJO0BOT0 pa3BuTHs. OCHOBHBIE Me-
HapyLIEeHHUEM I10JI0BOTO pa3-
TOJIbl, TOKA3aHUS, BOSMO)KHOCTH M OTPaHUYEHUS.
BUTHUA
MeTtoapl TUarHOCTHUKH XPOMOCOMHBIX MHKpOJEIe-
Meto/bl IMAarHOCTUKU XPO-
LUOHHBIX CUHAPOMOB.COBpEMEHHBIC IUTOTEHETHYE-
11 | MOCOMHBIX MUKPO/IEJICLIUOH-

HbBIX CHHAPOMOB

CKHUEC U MOJICKYISIPHO-IUTOICHCTHICCKNX METObI B
JUArHoCTUKEC HACJICACTBCHHBIX oome3Heit. OCHOBBI
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OO0ume npeacTaBlIeHUs O 3HAYCHUU HACIIE/ICTBEH-
HBIX (haKTOPOB B BO3HHUKHOBEHHH paka. DakTopbl
BHemHeid. Cperpl, acCOMUPOBAHHbBIC C PaKOM (KaH-

PUATI axbIpaynap. ['amera MeH 3uUroT TY3ily JeHreil-
iHAEe AMTHOPUATI MEHJENICeB aXbIPAyBIHBIH TiKelen
OMOIOTHSIIBIK JAJIENI.

TyxpIM Kyamaran
MATOJIOTHSLIIAP/IBIH ATHOJIO-
TUSCHI MEH TIaTOTeHE31

Ogzreprimrik TH. TYKbIM KyalaMalTBIH JKOHE TY-
KbIM KyaJalThIH e3repriluTikrep. TYKbIM KyanaraH
©3TePrillTIKTepP/IiH HOTHKECIHICH TYKBIM KyasaraH
narojorusiap. MyTtarenaep. MyTanuusiap THITEPI.
Tya OiTKeH jkoHE TYKbIM KyaJlaFaH MaTOJIOTHsUIapIbIH
cebenTepinei reHaiK, F'eHOMIBIKKOHEXPOMOCOMAIIBIK
MyTanusiap. TYKbIM KyajlaraH TaTOJIOTHsUIApIbIH
NaTOTCHE3/IK MEXaHU3Mi.

TyKbIM KyasaraH
aypyJap/biH KiKTemeci

TykpIM KyanaraH aypyiap. TYKbIM KyajuaraH >XOHE
TeHETUKAJIBIK JICTSPMHHICHICH aypylapblH JKIKTe-
Meci. TykpiM Kyanay tunrepi. TYKbIM KyalayIbiH
[UTOIUIA3MAJIbIK JKOHE MHTOXOHIPHUSUIBIK THIITEPIHIH
epekmiernikrepi. [ToaureHaik TyKpiM Kyanay. TyKbiM
KyaJaraH MaToJOTHsIIap AWArHOCTHKACHIHBIH, CMIiHIH
YKOHE TPO(PUIAKTHKACHIHBIH EPEKILEIIKTEPI.

9 |I'eHeTHKa B OHKOJIOTUH Leporensl). BupycHbie u Ki1eTouHble OHKOTeHbl. Pu-
3MOJIOTHYECKAs] POJIb KJIETOYHBIX MPOTOOHKOTEHOB.
MexaHH3MBI IPEBPAIICHHS TIPOTOOHKOTEHOB B OHKO-
reHbl. [ eHBI-Cynpeccophl OIyX0JIEBOTO POCTA.
Tun HacnenoBaHUs MPHU caxapHOM Juadere | THra.
10 I'eneruka caxapHoro nuadera | MoneKyasipHO-TeHETHUECKHE MapKepsl CaXapHOTo
1 Tuma nuabera 1 tuna. ['eHeTHYeCKas TeTEePOreHHOCTh ca-
xapHoro quabeta | Tuna.
OpraHuyeckue aru/e- OO0uye NpUHIUIGI IWATHOCTUKU U JICUEHHs opra-
1] | M, cONpOBOKAAIOLIECS HUYECKUX anuiemMuii. M3oBanepuanoBas anuieMusl.
HapyILIEHUEM HEBPHO- [IponuonoBanus auuaeMus. MeTHIMAIIOHOBAHUS
TICHXWYECKOTO Pa3BUTHS araeMust. boesHb KJIeHOBOTO cHpoTIIa.
DTHONOTHS HanboJIee YacTo BCTPEUAIOIINXCS MUKPO-
JIEJICIIMOHHBIX XPOMOCOMHBIX 3a00seBannil. OcoOeH-
XpOMOCOMHBIE MUKPOJIENIEe- N
12 HOCTHU KJIIMHUYECKUX MPOsBIEHUH. MeTonbl 1uarHo-
LIMOHHBIE CUHIPOMBI
cruku. [IpeHaranbHas nuarHoctuka. OcoOeHHOCTH
MCAUKO-TCHETUYCCKOI'O KOHCYJIbTUPOBAHUS.
['enernueckuii macmopr, Kak METOJ MPEBEHTUBHOU
Me/IMIMHbI. BhISBICHNE reTepo3uroTHOr0 HOCUTEb-
CTBa MyTaluii Hanboyee YacThIX M PacpoOCTPaHEeH-
I'eHeTHUeCKMii MTacIopT, HBIX MOHOTEHHBIX Ooie3Hel. ['eHbI mpempacmono-
13 | kKak MeTOa MPEeBEHTUBHOM JKEHHOCTH K MYJIBTH()AKTOPHATBHON I1aTOJIOTHH.
MeHLUHEI lenernueckuii macmopT Ui BBIBICHUS TIpeapac-
MIOJIOKEHHOCTH K aKyLIEPCKUM OCIIOKHEHHUSM, Cep-
JIEYHOCOCYAMCTON aTONOTHH, OHKOJIOTHYECKUM 3a-
GoNIeBaHUSIM M IIPOYHE.
4.2 llpuMepHbIii TEeMATHYECKHUIl MJIAH U co/lep:KaHNe CEMUHAPOB
Ne Tema Conep:xanue
Kiunuueckue HaTosIoro-aHaTOMUYECKUe pa30opbl
Knunuyeckue narosioro- N
B MeEAMKO-TeHeTH4eckol ciyxoe. lLlenb, ocHOB-
aHaTOMHYECKUE pa3dopsl
1 o Hble 3a7a4d. BakHOCTh BepH(UKALUK IaTOJIOTO-
B MEJIMKO-TeHETHYECKOM
crvarGe AQHATOMUYECKOTO JIMarHo3a JUisl IIPOrHO3a 3a00JieBa-
Y HUs B Oyaymem. OCHOBHBIE IPOOIEMBI.
. |TeHeTnyeckue acnekThl cHHApPOMa (PeTo-PeTaabHOM
Cunzipom dero-peranbHOit -
2 tpanchy3un. Bunsl dero-deransHol TpaHchy3uH.

Tpanchy3un

Me)lI/IKO-FCHeTI/I‘IGCKOG KOHCYJIBTUPDOBAHUE.

MoHoreH ik aypyJsap

MoHoreHaiK —aypynap OSTHOJOTHSCEI MEH IaTo-
TeHE3iHIH JKajimbl Mocenenepi. MOHOTeHAIK aypynap
[IATOTE€HE31HIH MEXaHM3Mi: MyTalusulap crenudu-
KaJIBIFBI, META0O0JIN3M JKOJJapbl MEH HOPYBI3 (YHK-
LUSLTAPBIHBIH KONTIri. MOHOTEH/IIK aypysIap/blH IeHe-
TUKAJIBIK TETePOTSHIUIIr, MEHETPAHTBUIBIFB JKOHE
KJIMHHUKAJIBIK MOJUMOp(U3i Typanbl TyciHiK. [eHmik
JIEHreiIeri UMIPUTHHT Typasbl TYCiHIK. MOHOTEH I
aypysiap MEH CHHAPOM/IAp JKIKTEYiHIH MPUHIUIITEPI.
TYKBIMKyalaymIbUIBIKTBIH ~ ayTOCOMJIBIK-JIOMHHAHT-
THIK THITIIHE OailJIaHBICTBI €H KCH TapajiFaH aypyJjap
MEH CHHIpoMaap: HedpodubOpomaro3, HyHaH cuH-
JAPOMBI, MHUOTOHUSJIBIK }II/ICTpO(l)I/Iﬂ, OT6aCLIJ'IbIK TH-
nepxosiectepuHeMusi, Mapdan cunIpomsl xoHE T.O.
TyYKBIMKyanayIbUIGIKTBIH ~ yTOCOM/IBIK-PEIIECCUBTIK
TUMiHE OallIaHBICTBI aypyldap MEH CHHIpPOMJAp:
Ke3-Tepi anbOuMHM3M cuHIpoMsbl, Kaprarenep cus-
JIPOMBI, JIPEHOTEHUTAIMIBIK CHHAPOM, MeEKKelb
CHUHJIPOMBI JKoHE T.0. X-TIpKECKEH PEIeCCHUBTIK TY-
KbIMKYyaJayIlbUIBIK aypyJapbl MEH CHHAPOMIApHI:
JlrorieHH OYJIIIBIKET TUCTPODHUSACHI, SKTOACPMATIIBI
JIICTUIA3USL, TeMOQHIHS jKoHe T.0. JlaMyabIH KenTereH
Tya OITKeH aKayJlapbIHbIH MOHOTCH/IIK CHHIPOM/IAPHI.
Kanmer Oenrinepi. KinmHukansik Mbicaniap.
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JlamynbiH Tya OiTkeH
aKaysapbl. DTUOIOTHUsI-
cbl. laMmy/bIH Tya OiTKeH
aKay/lapblHbIH HOMEHKJIA-
Typacsl

Jamyneiy Tya Oitken akaymapsl ([ATA). XKikremy
npuniunrepi. JTA maiiga Oomy cebentepi MeH
naroreHesinin MexanusMmi. EH xui ke3znecerin JITA
cunarramachl. JlaMmy akayapbl: UJIKi )KOHE calgapibK.
JlaMybIH JKEeKeJICHTeH, XY eI )KoHe KONTIK Tya OiTKeH
akaynapsl. JITA aTHoNOTUsIIBIK TeTeporenaitiri. Cun-
JIPOM, accormansi, aedopmarusi, TUCIIIA3Hs TYPaIbl
TYCIHIK.

4 TlpumepHBI TeMaTHYeCKHU IVIAH U COAepPKaHUe TEeMATHKH 00513aTeJIbHOI0
KOMITOHEHTA IMKJIOB MOBBILIEHUS] KBAJIM(UKAUH
«AKTyaJIbHbI€ BONPOCHI MEANIMHCKON FeHETHKM»

4.1. [IpuMepHBIii TeMaTHYECKHIi MJIAH JIEKIMIi

TemaTuka

Conepixanue

XpoMocoManbIK aypysap

XpoMOCOMANBIK —aypylapAblH OSKaJIIBl CHUIAaTTaMa-
cel. TykpIM KyanaraH aypynap KypbUIBIMBIHIAFbI
XPOMOCOMAJIBIK MaTOJOTHSIAPABIH poii. XpoMoco-
MaJbIK aypyJaaplblH JTHOJOTHACH], MaTOreHe3i KoHe
KikTemeci. ATaMHBIH XPOMOCOMAJIBIK, JKUBIHTBIFBIHBIH
QHOMAJIMSUIAPBL: CAHJIBIK JKOHE KYPBUIBIMABIK. [lomm-
TUTOUAMSIIAD, aHSYILIONIVSIIAp, TPUCOMUSIIAp, MOHO-
comusiiap. TONBIK JKOHE MO3aHMKAIBIK (hopMaapsl,
TPAHCIOKAIMSUTBIK BapHaHTTaphl. biparamsl 1uco-
MUsIIap. XpOMOCOMAIIBIK HUMITPUHTHHT. OTOACHIIBIK
OeiiMIUTIK. ATa-aHACBIHBIH JKAChl KOHE Oaanap/arsl
XPOMOCOMAJIBIK  aypyJiap/blH KULIIri. JKBIHBICTBIK
XpoMocomajiap MeEH ayTocoMzap KyWenepiHmeri
aHomanusuiap. TyCIKTiH e3hiriHeH TycCyi JKoHE o
TYBUIFAH HOPECTE Ke3iHAeri XPOMOCOMAJIBIK aHO-
Manusiap.  XpoMocoManapiablH KaiiTa KYpbUTYBIH
TaChIMAJIAYIIBIIAFbl  PENPOMYKIMSIIBIK — (DYHKITHS.
XpoMocoManap TYPaKCBI3IABIFBIMEH Oepre JKypeTiH
TYKBIM KyaJlaFaH CHHAPOMIap. XpOMOCOMAIIBIK aHOMa-
JIUSUTAp KIMHUKAJIBIK KOPIHICTEPiHIH epeKIIeTiKTepi.
JlayH cuHIpoMBI (KapanaibiM 5KoHE TPaHCITOKALSIIBIK
¢dopmanapsr). [laray cHHAPOMBI. DABapI CHHAPOMBI.
«MBICBIK aiKaiibD» CHHAPOMBI. JKBIHBICTHIK XPOMO-
coMasiap KyHeciHiH Oy3bUIbICTApbIMEH OalIaHBICTHI
XPOMOCOMAJIBIK CHHIPOMAAP. XPOMOCOMANBIK aypy-
Jap/pl eM/CY JKOHE HayKacTap/ibl OHAJITY MOCEesepi.
L{uTOreHe THKANBIK aHAIN3 KOPCeTIMIEPI.

OeranpHas MEAUIMHA: MU}
WU PeanbHOCTh

OeranbHas mMenuiuHa. [loHstre. Bunsl deranbHON
ME/IMIMHBI: TIPEHATalIbHAs IMarHOCTHKA, (eTaibHas
Tepanusi, (QeranpHas XUPYprus, ¢eranbHas aua-
rHoctuka, Fetendo. BosmoxxHocTn (eranbHON XH-
pypruu, oTkpeitas ¢eranbHas Xupyprus. Jleuenue
cunnpoma Pera-eranabHOi TpaHCPY3UH METOAAMU
¢beranpHON MenuuuHbl. OCHOBHBIE MPOOIEMBI (e-
TaJbHON MEIUIIUHEI.

JledexThl HeBpalbHO
TpyOKH

Oruonorus. [larorenes. Kiaccudukanums. Ilpena-
TanbHas JUarHOCTHKA OTKPBITHIX 1e(eKTOB HEBPAJIb-
HoW TpyOKu. JleueHue u npoduiakTuka.

®donar3aBUCUMBIE BPOXK]ICH-
HBIC TIOPOKH Pa3BUTHUS

Oruonorus Gpoaar3aBUCUMbIX BPOXKACHHBIX TOPOKOB
pasButus. Ilarorenes. IlpeHaranbHas IUarHoCTHKA.
Jleuenue u npoUIaKTUKA.

MyxkoBucuugo3

Otuonorus. [latorenes. Knaccudukamms. Kinange-
ckue nposiBiicHust. [Tpuniunel siedenus. [Ipodunak-
THKA.

DeHMITKETOHY pUs

Otuonorus. [larorenes. Knuanueckne mposiBieHus.
MarepuHckast (eHuITKeToHypusi. [IpuHIMIBL Jede-
aus. [IpodunakTuka.

AlpeHOreHUTaIbHbBIN CHH-
JIpoM

Otuonorus. Ilarorenes. Knaccudukanus. Kiunnye-
ckue nposipiaenus. ITpunnune! neyenus. [Ipodunak-
THKA.

13

AJIaM TepaToIOTHSICHIHBIH
Heri31

MeUIMHANBIK TePaToNIOT s Typasibl TYCiHIK. Buib-
COHHBIH TKIPUOENIK TepaTONOTUsCHIHBIH MPUHIIHII-
Tepi. KypcakThelk namynarbl Heri3ri okuranap. lorreri
HOpeCTe/Ie aKaylIap/blH maiiaa 0orysl Ke3iHIeri KyK-
TITIK Mep3iMi MEH 3aKbpIMIadThIH (hakTopiap apa-
CBIHJIAFBI ©3apa opekeT. Teparorenes. TeparoreH Iimik-
ke Tecriney. Teparoreni gpaxkropiap

I'eHeTHKa HEBBIHAIIMBAHMS
OepeMEeHHOCTH

3HavYeHNE TeHETUYCCKUX (haKTOPOB B MPEAPACIIOINO-
’KEHHOCTbh K HEBBIHAIIMBAHUIO OepeMeHHOCTH. Poib
reHOB (poJIaTHOTO MeTaboNIM3Ma, TeHOB CBEPTHIBAIO-
11 CHCTEMBI, TCHOB CHCTEMBI ICTOKCUKAIMH, TCHOB
JUIUIHOTO OOMEHa U APYTHX B IPEAPACIIONOKEH-
HOCTb K HEBbIHAILIMBAHUIO GCpeMCHHOCTI/I U CUHAPO-
MBI [IOTEepH 102, MeTObl TUarHOCTHKH U MPpodu-
JIAKTUKH.

BpoxneHHblit runotupeos

Ortuonorus. [latorenes. Knunuyeckue nposiBueHus.
[Mpunnunet nedenus. [IpodpunakTuka.

12
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WHuTepnperanysi NUTOr€HETUUECKUX aHAJIM30B IOCJIE IMPOBEACHHON WHBa3MBHOM
NpeHaTaIbHON TUarHOCTUKH.

HHTCpHpGTaHI/Iﬂ PE3YJIbTAaTOB HEOHATAJIbHOI'O CKPUHUHIA.

acepiniH epekuernikrepi. Teparorenai ¢haxropaapabiy
Herisri Tonrapsl. FDA kayincizaik kpurepuiepi.

Wnarepnperanus pesynsratoB Y3U miona.

10

Pabora o npomnaranae MeIUKO-TeHETHIECKUX 3HAHUH CPeH HACCICHHUSI.

11

PaGora B 6ubnumoreke, MHTepHETE.

12

HO)II‘OTOBKa JOKJIaJI0B, npeseHTauHﬁ u pe(i)epaTOB I10 YCTAaHOBJICHHBIM T€MaM.

I[I([al"HOCTI/IKa, JICYCHHE U IIpO(l)l/IJIaKTI/IKa HacﬂeHCTBeHHOﬁ " BpO)K)IeHHOﬁ
nmaTrojJaoruu

BGHGHI/IG MeﬂHHHHCKOﬁ JAOKYMCHTAINH.

I/IHTepHpeTaHI/I}I IMUTOICHCTUYCCKUX aHaJIn30B.

WuTepnperanus MONEKyIsIpHO-TeHETHUECKUX aHAJIM30B.

WuTepnperanus pe3ynsTraToB HEOHATAIBHOTO CKPUHHHTA.

Wurepnperanus pesynsraros Y3 miona.

Pa6ora o nponaraige MEAUKO-reHETUYCCKUX 3HAHUM Cpean HACCJICHUA.

Pa6ora B 6ubnmoreke, MHTEpHETE.

(A [N N AW N

[ToaroroBka 0KIa0B, MPE3CHTAIMA U pedepaToB 10 yCTAHOBICHHBIM TEMaM.

Kanan4yeckasi HIMTOreHeTHKA

14

TyxpIM Kyanayra
OeliMaiik aypynap

JKannel cunarramacsl. belimainik Typasibl TYCIHIK.
Aypynap AaMybIHJIa TEHETHUKAJbBIK OCHIMIUTIK TeH
OpPTaHBIH ©31HE TOH JKarJadbIHBIH ©3apa SpeKeTi.
TykpIM Kyanayra OCHIMIUIIK peau3aiuschl Mexa-
HU3Mi. OTOACBUTBIK JKUBIHTBIK CHIIaTTaMackl. MysbTH-
(baxkTopibIK aypylap TEHETHKAchl: TEPMHUHOJIOTHS-
ChbI, HETI3ri TYCIHIKTEpI MEH OJapIbIH KYPBUIBIMBI.
TykeiM Kyamay wmoxenzepi. Ilexipenep anammsi.
MynbTuhaKTOpIbIK aypynap Ke3iHAeri T'eHETHKAJbIK
Kayir-Karep. OMIUPUKAIBIK Kayil-Karep KecTeci.
IManapFymelIbK Mapkepiepi. Ketepinki kayin-karep
¢baxropnapbl.  OHbIKKapa aypybl, THIECPTOHHSIIBIK,
aypy, OHKOJOTHSUIBIK —aypyaap, CO3bUIMANbl — al-
KOTOJIN3M, KAHTThI Jua0eT, JaMyiblH Tya OITKEeH
aKayJapbl JkoHe T.0 aypyJapAblH JaMybIHIAFbl TYKBIM
Kyasayra OeHIMIUTIKTIH MOHI. MynbTH(HAKTOPIBIK
aypynapzasl anfpiH aixy. MyasTH(aKTOPIIBIK aypyaap
JITaMYBIHBIH JKeKe OOJKaMbl )KOHE OHBIH KIMHUKAJIBIK
MIPAKTUKAIAFbl MAHBI3bI.

BGHGHI/IG MeﬂHHHHCKOﬁ JAOKYMCHTAINHU.

Pabora B 1ab0paTOpuu MEIUIIMHCKOM TeHETHKH (Y4acTHe B MMPOBEICHUH IUTOTCHE-
THYECKOTO aHaJIN3a, IOAr0TOBKA JIADOPATOPHOIT OCY/bI, OCHOBHBIE JTAIlbl IUTOTE-
HETHYECKOTO aHaJIN3a U T.JI.).

WuTepnperanus HUTOr€HETUYECKUX aHATH30B.

PaGotra B 6ubnmorexe, MHTepHETE.

HO,HFOTOBK& JOKJIaJI0B, Hpei%eHTaIleI u pe(bepaTOB 10 YCTAHOBJICHHBIM TEMaM.

MenuuuHcKasi reHeTHKA U 001eCTBEHHOE 310POBbe.

HaCHeHCTBeHHBIe 0ose3uu oOMeHa BCHICCTB.

VYyacTtue B KOHCHJIIMYMax U MEIUKO-T'CHETUYCCKUX KOHCYJIbTAUAX.

Benenue MequIMHCKON TOKYMEHTAIHH.

WuTepnperanust pe3ybraToB OMOXUMHUECKUX aHAJIM30B IPH HACJIEACTBEHHBIX 00-
JIE3HSAX OOMEHA BEIIECTB.

15

Herisri momyasiiusiibK
MEMLMHAJIBIK TCHETHKA-
nap

TyKbIM KyaslaraH aypyJapZblH MOMYJISIUSIBIK TeHe-
THUKAChl MEH JIMUIEMUOJIOTHSICHL. [TOmyIsusiiapiarsl
renzep. Xapau-BaiiHOepr 3aHbl. Ajam TOMyJsHs-
CBIHBIH TEHETHKAIbIK KYPbUIBIMBI JKOHE OHBI aHBIK-
TaliTeiH ~ aktopimap. TykeIM KyanaraH —aypynap
KHUUTIKTEpIHAETT reorpadUsyblK KOHE IOMYJISIHsI-
JBIK  alplpMambUIbIKTap. KIMHUKAJBIK TreHeTHKa-
HBIH MOMYJSUIUSUIBIK actiekTinepi. TaOuru ipikreny.
Taburn KoHE 3epTXaHAIBIK IMOMYISIHSIAD JBOIIO-
LUSCBIHIAFBI  IpIKTey MeH Oacka HBOJIOLHUSIIBIK
(dakTopiapablH e3apa opekeri. Murpanusiap KoHe
onapabiH peti. Hekenik KypbuibiM. TTomymnsiius caHsl.
[MonyasiuusiHBIH ~TeHETUKAJIBIK ©3TeprillTiri KoHe
OHBI cakray. belliMienren Kajblll )KoHE TeHETHKAIbIK
aybIPTIANBIK.

I/IHTepHpeTaHI/IH PE3YyIAbTaTOB HECOHATAJIBHOTO CKPUHHHTA.

Pa6ora B 6ubnnoreke, MHTEpHETE.

[ToaroroBka I0KIA0B, MPE3CHTAIMIA U pedepaToB M0 YCTAHOBICHHBIM TEMaM.
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16

DTHOrEHOMUKA

JHK moiumopdu3Mi KOHE OHBI XaIbIKTHIH TapUXbI
MCH LIBIFY TeTiH 3eprreyae Kommany. JTHK
ayTOCOM/IBIK MapKepiiepi. A TaMHBIH MHTOXOHAPHSITBIK
JHK nomumopdusmi. Y-xpomocomanap JTHK momu-
Mopu3smi.

13




17

TyKpIM KyaJlaraH 11aToJio-
THsJIap CEMUOTUKACHI

AHBIKTaMachl *oHe YFbIM. TYKbIM KyajnaraH aypy-
Jap KJIMHUKAJIBIK KOPIHICTEpiHIH epeKIIeNiKTepi.
AypynslH 0T0achUIBIK cHnatsl. CO3BUIMAIIBI, IPOrpe-
JMCHTTI, Kaiita epury arbIMIapbl. TYKbIM KyalaraH
MaTONOTHSIIAPIBIH ©3iHe TOH CHMIITOMIAphL. A¥3a-
Jlap MeH JKyHelep/ieri KoNTereH NaToIOTHsIIbIK 03re-
picrep. [Tnefiorponusiiap Typaibl TyciHik. ki xoHe
CaIIAPIBIK IIEHOTPOITHSL. AypyAbIH Tya 01 TKeH CHITaTHI.
TeparnusiHbIH €H TapasFaH dIiICTePiHIH Pe3UCTSHTTUIITI.
HaykacTap MeH TyraH-TybICTapbIH Kapar TEKCepy JKoHe
(u3MKaNIBIK TEKCEpy epeKienikrepi. TYKbIM KyallaFaH
aypylap  CEeMMOJOIMSCHI  KQHE  AMArHOCTHKara
CUHJIpOMaJIBIK KajaM. Tya OiTKeH akayaap MEH Jamy
MUKPOAHOMAJIHSUIAPBIHBIH CEMUOJIOTUSCH] )KOHE OMIap-
bl KITMHUAKAITBIK-TeHETHKAIBIK, Oaraay.

Benenune MequIMHCKON TOKYMEHTAIHH.

Pabotra B 6ubnmoreke, MHTepHere.

HO,IIFOTOBK& JOKJIaJ10B, HpeBCHTaHHfI u pe(bepaTOB 10 YCTAHOBJICHHBIM TEMaM.

l'[pnMepHoe CoaepKaHue KOMIIOHECHTA 110 Bblﬁopy

AKTyaJIbHbIE BONIPOCHI MEIHIIHHCKOI TreHeTHKH

Yuactue B KOHCHUJIMYMax U MEIUKO-I'CHCTUYCCKUX KOHCYJIbTalluAX.

BGHGHI/IC MeﬂHHHHCKOﬁ JAOKYMCHTAINHU.

I/IHTepHpeTaHI/IX IMUTOICHCTUYCCKUX aHaJIN30B.

B S S

WuTepnperanus MOJIEKYJIIPHO-TeHETHUECKUX aHAJIM30B.

Wurepnperarys OHOXUMUYECKUX aHATIM30B IIPH HACJIEICTBEHHBIX 00JIEe3HAX 00MEHa
BEIECTB.

Wnrepnperanus pesyinsraros Y3 mioza.

18

DKOJIOTHUSIIBIK T€HETHKA.
DapMaKoreHeTHKa

DKOJNOTHSIIBIK TeHETHKa Typaibl TYCIHIK. 3epTrey
noHi. ['eHJep KepiHICiHIH CBIPTKBI opTa (hakTopia-
pBiHA Toyenaitiri. MakTopiIapablH SKOTCHETHKAIIBIK
aceprepi Typaibl TyCiHiK. « TBIHBIIITHIKTAFb (OeHTa-
pam) renzep. CeipTKa opra (akTopIapbiHBIH dcepiHe
naiina OoJFaH peaklUsIarbl FCHETHKAIBIK aibipMa-
LIBIIBIKTAp. DKOTEHETHKAAa MEIUIIUHAIIBIK TeHeTHKa
ozicTepiH  KonjgaHy (KJIMHUKAJBIK-TCHEAIOTUsIIBIK,
eri3liK, MOMYJISAIUSIBIK-CTATUCTUKAIBIK).  CBIPTKBI
(axropnap ocepinieri TyKbIM Kyajayra OeiiM maro-
JIOTHSUTBIK — peaknmsuiap. DapMakoreHeTHKa Typa-
Ibl TyCiHIK. 3eprrey moHI. Jlopllik TepamusHblH
opTypii aepbec ackeiHynapsl. Jlopinepre jayanTblH
(ce3iMTan-IbUTBIKTBIH JKOFapiaybl, TOJEPAHTTHUIBIK,
KapaMa-KalIbUIbIK) TYKbIM KyajiayFa OeHiMITIK Ba-
puanusutapel. TyKbIM KyallaFaH aypynap Ke3iHgjeri
(hapMaKo-reHETHKAIIBIK EPEKIIEITIKTEep.

Pabora B 6ubnnoreke, MHTEpHETE.

[ToaroroBka MOKIaI0B, MPE3CHTANHI U pedepaToB 110 YCTAHOBICHHBIM TEMaM.

HacJieacrBeHHbIe 00/1€3HA B MEAUKO-TCHETHYCCKAsA MOMOIIb HACCJICHUIO

VYuacTue B KOHCHUJIMYMax U MEIUKO-I'CHETUYCCKUX KOHCYJIbTallUuAX.

Benenue MeUIIMHCKON TOKYMEHTAITHH.

I/IHTepHpeTaHI/I}I IMUTOICHCTUYCCKUX aHaJIN30B.

AW N =

WuTepnperanus MONEKyJIIpHO-TeHETUUECKUX aHAIM30B.

HHTepHpCTaHI/Iﬂ OMOXUMHYECKUX aHATTU30B IIpH HACJICACTBCHHBIX 0ome3HsX 0OMeHa
BCHICCTB.

Wnrepnperanus pesynsraro Y3U miona.

Pabora B 6ubnnoreke, MHTEpHETE.

IToaroroBka IOKIaI0B, MPE3CHTALNI U pedepaToB M0 YCTAHOBICHHBIM TEMaM.

IpenaranbHasi TMATHOCTHKA BPOXK/IEHHBIX IOPOKOB Pa3BUTHS U HACJIE/I-
CTBEHHBIX 00J1e3HeH

19

AHTHMYyTareHes

AyTtomyTarenii OesceHainiri 6ap 3arTapablH Kazipri
TaHAAFrbl JKIKTENyl. AHTUMYyTareHAepIiH cuarrama-
Cbl. AJlaM TeHOMJIapbIHBIH (hapMaKOJIOTHSIIBIK KOpFa-
HY Macelenepi.

YuacTue B KOHCUJINYMaX U MCIANKO-TCHCTUYCCKUX KOHCYJIbTallUsAX.

BeI[eHI/Ie Me)lHHHHCKOﬁ JAOKYMCHTAINU.

Pabora B OTACIICHUHA HpeHaTaJ'IBHOfI JUarHOCTUKHU.

20

TyKpIM KyaJsiaraH 1aToJio-
TUsIap CUHIPOMOJIOTUACHI

CHHIpOM, CEKBEHIHS, PETTUIIK, aHOMalaJ] YFbIMIa-
pbl. Mopdorene3 Oy3bUIBICTAPBIHBIH ChI30aHYCKACHL.
MopdoreHe3 narojgoruscel — AaMyAblH Tya OITKEH
akaybIHbIH ce0e0i. Tya OITKEeH jKoHE TYKbIM KyasaraH
MaTo-JIOTUsJIAp TUATHOCTUKAChIHA ceOerii 0oaThiH
HayKacTap/ibl )KOHE OJIAP/IbIH TyFaH-TybICTAPbIH KIIH-

VYuyactue B poBeeHUH ONOXUMHYIECKOTO CKPHHIHTa OEpEMEHHBIX Ha BPOXKICHHYIO
1 XpPOMOCOMHYO MAaTOJIOTHIO TUI0JA.

VYuactue B MPOBEACHNN HCOHATAJIbHOI'O CKPMHUHIA HOBOPOXJICHHBIX Ha HaCJICO-
CTBCHHYIO ITaTOJIOTUIO.

I/IHTepnpeTaum{ Pe3yJIbTAaTOB OMOXUMHUYECCKOTO CKpUHHUHI'a 6epeMeHHBIX.

14
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3.4 IlpuMepHbIii NJ1aH camMocTOATeILHON padoThl caymarens (CPC)

Conep:xanune CPC

Mennunﬂcxan Ir¢eHEeTUKA

HHTCpHpeTaHI/Iﬂ OUTOICHECTUYCCKUX aHaJIM30B.

WuTepnperanus MONEKYIIPHO-TeHETHUECKUX aHAJIH30B.

Benenne MequIMHCKON TOKYMEHTAITHH.

[ToaroroBka J0KIa0B, MPE3CHTALMA U pedepaToB 10 yCTAHOBICHHBIM TEMaM.

D AW N =

Pabotra B 6ubnmoreke, MuTepHere.

Kiunu4yeckasi reHeTHKA

YyacTue B MEIUKO-TeHETHIE CKUX KOHCYJIbTalluAX.

HUKaJIBIK Kapan TeKkcepy epekienikrepi. ChIPTKbI
TYP epeKLICTIKTepi, TYKbIM KyallaraH MaToJIOTHs-JIap
Ke3iHJe JaMyAblH MOpP(OreHETUKANBIK CIEKTPi-HiH
epekmreniri. TyKbIM KyalaraH aypyiaap JHarHoc-
TUKACBIH/IAFbl aHTporomMerpus. amyasiH Mopgo-re-
HETHUKAIBIK BapHaHTTapbl (IHCIMOPUOTEHE3 MUKPO-
aHOMaJMsUIap, MHUKpoOesriiep, Oenrijiep), onapabiy
JaMybl, TOCTHATAIABIK MOAHGUKAIUsICHL. JKammsl
KOHE O3IHIIK MOpP(GOTCHETHKAIIBIK BapHAHTTAPHI:
TYKBIM KyaJlaFaH CHHAPOM/IAp MCH Tya OITKEH JKaF1aii-
Jlap JMAarHOCTHKACBIHAArbl MOHI. (EHOTHNTI KoHE
HIeXKIPEH] KYpacThIPY, KIIMHUKAJIBIK )KOHE 3ePTXaHAIBIK
Tekcepyai Oaranay. CHHIPOMAIIBIK TUArHO3/bI KOO,

Benenune MequIIMHCKON TOKYMEHTAIHH.

KaMHHKAJIBIK FeHeTHKA

HHTGpHpCTaHI/Iﬂ OUTOICHECTUYCCKUX aHaJIu30B.

AW N ==

I/IHTCpHpeTaHI/Iﬂ MOJICKYJIAPHO-TCHETUYCCKUX aHAJIN30B.

WuTteprnpeTaltust pe3yasTaToB OMOXMMHUECKIX aHaJIN30B TPH HACIEICTBEHHBIX 60-
JIe3HAX 0OOMEHa BEIIECTB.

IToaroroBka JOKIaI0B, MPE3CHTALNI U pedepaToB 10 YCTAHOBICHHBIM TEMaM.

Hponaral—ma MEIMKO-TEHETHYECKUX 3HAHUN HACEJICHUIO.

TyKbIM KyallaraH >KoHE
Tya OiTKEH MaToso-
rusiapel 6ap ordackl-
JIapbIHAa MEAUIIMHAIBIK-
T€HETUKAJIBIK
KOHCYJIBTALMS )KYPTizy

MeaurHAIBIK-TeHETHKAIBIK KOHCYJIBTAIHs JKYPTi3y,
0J1 - MaMaHIAaH/ABIPBUIFaH MEIUIHHAIBIK JKOPAEMHIH
Typi. MenuuuHANBIK-TeHETUKABIK ~ KOHCYJIBTAIIHS:
TYKbIM KyallaFaH MaToJOTHsJIAp/AbIH JpTYpii (op-
Masiapbl Ke3iHJeri >KYPri3ydiH Heri3i, MpUHIHNTEPI,
MaKcarbl, MiHACTTepI MEH Ke3eHaepi. MeauInHaIbIK-
ICHETHUKAJIBIK KOHCYJIBTAIIHS XKYPri3y KepceTiMaepi.

PaGota B 6ubnmoreke, MHTepHere.

JlaGopaTopHasi reHeTHKA

Pabora B 1ab0paTopuu MEIUIIMHCKOM TeHETHKH (Y4acTHE B MPOBEICHUH IUTOTCHE-
THYECKOTO aHAJIN3a, IIOJrOTOBKA JIa00PaTOPHOI MOCY/bI, OCHOBHBIC ATAIlbl IUTOIC-
HETHYECKOTO aHaJIU3a U T.1I.).

MUTOXOHIPUSIIBIK aypysaap

Otuonorusicel. Ilatorenesi. Ken Tapanran MUTOXOH-
JIPUSUIBIK aypyaaplblH KIMHHUKAIbIK KepiHicrepi. dua-
THOCTHKA oxictepi. EMney npuHImmTepi.

Be,}.’[eHI/Ie Me)lPIIlPIHCKOﬁ JAOKYMCHTAIU.

HHTCpHpeTaHI/Iﬂ OUTOICHCTUYCCKUX aHaJIM30B.

WuTepnperanus MOIEKYJIIPHO-TeHETHUECKUX aHAJIM30B.

VYuyactue B IpoBeJeHUHN ONOXUMHYECKOTO CKPUHIHTa OEPEMEHHBIX Ha BPOXKICHHYIO
1 XpPOMOCOMHYO IaTOJIOTHIO TUIOJA.

JKBIHBICTBIK JaMy/IbIH
TYKBIM KyaJlaraH
Oy3bLIBICTapBI

JKBIHBICTBIK TaMy/IbIH KeH TapajfaH TYKbIM KyallaraH
Oy3bUIbICTapBl. DTHOJOTHACH], MATOreHe31, KIMHUKA-
cbl. JKbIHBIC aFr3anapblHBIH Tya OITKEH akaylapbl MEH
JKBIHBIC JIaMybl OY3BUIBICTAPBIHBIH KepiHicTepi Oap
TYKbIM KyaJlaraH aypyjap Ke3iHIeri CHHIPOMAJIbI
JIMAarHO3[bl MEIUIMHAJBIK-TeHETUKAIBIK KOHCYJIbTa-
LysiIay XKQHE JUarHo3]bl KO npuHuunrepi. Jluarno-
cTuka anicrepi. EMaey npunnunrepi.

VYuacTtue B MPOBEACHNN HCOHATAJIbHOI'0O CKPHMHUHIA HOBOPOXJACHHBLIX Ha HaCJICH-
CTBCHHYIO I1aTOJIOTHIO.

Pabora B Oubnmoreke, MHTEpHETE.

[oaroroBka MOKIaI0B, MPE3CHTANHI U pedepaToB M0 YCTAHOBIEHHBIM TEMaM.

ITHYECKHE H IIpaBOBbI€ OCHOBBI MEeTUIMHCKOH reHeTHKHU

VYuactue B KOHCHWJIMYMax U MEIUKO-I'CHETUYCCKUX KOHCYJIbTalluAX.

Pabota ¢ cembsmu ¢ OTATOICHHBIM 'CHETUYCCKUM aHAMHEC30M.

Tipek-KuMbLI XKYHeCiHIH
TYKBIM KyaJlaFaH aypyJapbl

TipeK-KUMBUDKYHECiHIHKeH TapaiFaH TYKbIMKyaTaFraH
Oy3bUIbICTApBl. DTHOJOTHACH], MATOreHe31, KIMHUKA-
cbl. Tipek-KUMbUT KyHeciHiH Tya OITKeH akayJaphbl
MEH JKBIHBIC JaMybl OY3bUIBICTAPBIHBIH KOpiHiCTEPI
0ap TYKbIM KyaJlaFaH aypysiap Ke3iHJeri CHHIpOMaJ-
JIbl IMATHO3IBI MEANIMHAIBIK-TCHETHKAIIBIK, KOHCYIIb-
TalusIay JKOHE MUArHo3bl Koo mpuHuunrepi. duna-
THOCTHKa 9JticTepi. EMuey npuHmnrepi.

94
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AKBUI-Of MEH JIEHE JaMybl
Oy3bLIbICTApbIHBIH Al TYIIbI
TYKBIM KyaJaiTBIH (op-
MaJlapsl

AKBUT-O MEH JAeHe JaMybl OY3bUIbICTApLIHBIH aii-
TyJIbl TYKbIM KyaJalTbIH KEH TapajnraH (opmanapsl.
OTHOJOTUACKI, IIaTOTE€HE31, KIMHUKACHIL. AKBUI-0i
MEH JIeHE JaMybl Oy3bLIbICTapbIHBIH KepiHicTepi 6ap
TYKBIM KyaJlaFaH aypyinap Ke3iHIeri MeIHI[IHaIIbIK-
FEHETUKAJIBIK KOHCYJIbTalHsAIap KOHE CHHAPOMAIIbIK
JIATHO3/IBI KOO MPHHIMNITEpi. InarHoCcTHKa oticTepi.
Empzey npuHnmmnTepi.

JIN30B IMPU AUArHOCTHUKE Ha-
CJIICACTBCHHBIX OoJe3HeH

3aaay.

[IpodunakTrka BposKaeH-
HOI 1 HACJICICTBCHHON
MaToJIOTUH

[IpuHiunsl npodUIaKTUKA BPOXKICHHOM M Hacien-
CTBeHHOM narosioruu. CUTyallMOHHbIE 3a/a4H.

Kiannundeckasi nuToreHeTuKa

HepB-Oymbiker
KYHECIHIH TYKbIM
KyaJlaFaH aypyJapsbl

HepB-OyuiibikeT KYHECIHIH KEH TapalifaH TYKbIM
KyaJlaFaH aypyJapbl. DTHOJIOTHSICHI, TATOTCHE31, KIIH-
HUKachl. HepB-OyImbIKeT KYHeCiHIH TYKbIM KyaJlaFaH
aypynap Ke3iHAeri MeIuLUHAJIbIK-TeHETUKAIBIK KOH-
CyJIbTallAsIap KOHE CUHIPOMAIIBIK IUATHO3bI KOO
npuHuunrepi. Juarnoctuka onicrepi. Emzaey npus-
LUITEp].

MesxayHapoaHas Kiac-
cuduKaus XpoMOCoM U
HOMEHKJIaTypa XpOMOCOM
4eJ0BeKa B HOPME U MU
XPOMOCOMHBIX CUHJPOMAX U
aHOMaJIUAX

Homenknarypa B kiaccudeckoil nutoreneruke. Hop-
MaJlbHbl€ XPOMOCOMBL. AHOMAJIBHBIE XPOMOCOMBI.
OcHoBBI K1accu(puKanuy U HOMEHKJIATYPbI B LIUTOre-
HETHKE YeJI0BEKa.

JloHekep TiHHIH TYKbIM
KyaJaraH [HCILIa3UsIChI

JloHekep TiH JMCIUIa3UsACHIHBIH JKIKTEMECi )KOHE SITH-
JIeMUOJIOTHSICHL. J[oHEeKep TiH IUCIUIA3WSICHIHBIH Jua-
THOCTHKAchl. TYKBIM KyaJlaFaH KOJUIar€HOIaTHsuIap.
JlopirepliiH TpPaKTHKAIbIK KbI3METIHJCTI JIOHEKEp
TiH aucruiasuschl. JIoHeKep TiH JAMCIUIA3UACHl Oap
HayKacTapZbl eM/EY METOIOJIOTHSCH MCH JIHCIIaHCep-
Jiey OPUHLUNTEP].

JlmarnocTuueckue mpo-
01eMBI KApHOTUITUPOBAHHMS
Ioaa

JuarHocTHdyeckne MpoOIeMbl  KapHOTUITHPOBAHUS
ioza.

MonexynsipHo-
LUTOT€HETUYECKUI METOJ

MonekynsipHO-IIUTOTeHEeTUYeCKue MeToAbl. MeToso-
sorusi. BoaMoxkHOCTH, OrpaHUYeHMsI, TPEUMYLIECTBA,
HepocTaTku. lcnonb3oBaHME B LIUTOTEHETUYECKON
MIpaKTHKE.

HepBTiK-TICUXUKATIBIK
Jamy Oy3bUTBICTapBIMEH
Oipre )KypeTiH KeIIeH 1i

aypyiap

Drtuonorusicel. Ilarorenesi. Herisri KIMHUKAIBIK
KepiHicTepi. Mykononucaxapumosnap. MyKOIUTIH-
noznap. I'anmmosunosnap. Humann-IIuk aypyst. Tom
aypysl. Jluarnoctuka oxicrepi. Emaey npuHmunrepi.

OCo0EHHOCTH IIUTOTEHE-
THYECKOTO aHaJH3a KIETOK
Pa3IMYHOTO IPOUCKOKIC-
HHS

OCOOEHHOCTH IMTOTEHETHUECKOTO aHajHu3a KIETOK
Pa3IMYHOrO MPOUCXOXKICHHST (BOPCHH XOPHOHA, IIIa-
LCHTHI, AaMHHOTHYECKOH KUAKOCTH, TUM(OLHUTOB ITy-
MMOBHHHOW KPOBH ILJIONIA).

MenuuuHcKasi TeHeTHKA ¥ 0011eCTBEHHOE 310POBbe

3ar anMacy/ibIH TYKbIM
KyaJlaraH aypyJiapbl:
KeMipcyap aaMacyblHbIH
Oy3bLIBICTaphI

Oruonorusicel. [Tatorenesi. XKikremeci. KinnHnukanbix
KOpIHICTEepiHIH epekienikTepi. JMarHocTika xoHe
emJiey IPUHLIHUITEDI.

OtueTHble (HOPMBI U
MEIULUHCKas JOKYMEH-
Talys B CUCTEME MEIUKO-
FEHETUYECKOM CITyKObI

OTueTHBIE (bOpMLI 1 MCIUIIMHCKass NOKYMCHTAalLUs B
CUCTEME MeﬂHKO-FCHeTH‘leCKOﬁ CJ'Iy)K6I:I. OTueTHBIC
(bOpMI:I 10 TCHCTUYICCKOMY CKPUHUHTY.

3epTxaHaJIbIK reHeTHKA

TyxpIM KyanaraH marto-
JIOTHSUIAP MOJIEKYTaJIbIK-
T€HETHKAJIBIK
JAUArHOCTHUKACBIHBIH
anictepi

Onicrepain moHi. JIHK-auarHocTukacel oficTepiHiy
YKaH-)KaKThUIBIFBI, OJIAP/IbI KOJJIAHY MYMKIHIITIKTEPI.
Herisri omictememnik KagaMIap/blH CHIIATTAMACHI
(JJHK Gemninyi, pectpukiusi, 3nekrpodopes, OJIOTTHHT,
rubpuau3anys, 3061). [Tomumepasabik Ti30eKTIK peak-
ust. TYKBIM KyajaraH aypynap AUarHoCTHKACHIHIAFbI
MOJICKYJIAJIBIK-TeHETHKAIIBIK OIICTEP/IIH PYKCAT €TUITCH
MYMKiHIIiIiKTepi. bocanyra, KIMHUKara JeHiHTi qua-
THOCTHKA KOHE TeTePO3UTOTATIBIK JKaFaiaap quarto-
CTHUKAchl. MoOeKynadblK-TeHETUKATBIK 9iCTepal

Otuernbie Gpopmbl HI'P

3arojJHEeHNe U3BCIICHUA O HOBOPOXKJICHHOM. OCHOB-
HbIe CBesicHHs nepcoHuduimpoBanHoii kaptel HI'P.
Pabora ¢ KoMITbIOTEpHOI mTporpamMmoii «HarroHasns-
Helii [eHernueckuid Peructp PK». O6pabGorka 0azbr
nanubix HI'P PK, otueTHbIe pOpMEL.

HacaeacrBennblie 00J1e3HH 00MeHA BellleCTB

WurepripeTaltus pe3yisra-
TOB OMOXMMUYECKOI'O IeHe-
THYECKOTO 00CIIEOBAHUS

I/IHTepHpeTaHI/Iﬂ PE3yJIbTATOB OMOXUMHYECKOTO T'eHE-
THYCCKOI'O O6CJI€IIOBaHI/I$I OOJIBHBIX C HACJICACTBCH-
HBIMU HapyHIICHUSAMU Merabonu3ma. Pemenune cuTtya-
IMHOHHBIX 3a1a4.
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buoxumudeckue Mmapkepsl
XpPOMOCOMHOH narojyoruu 1
TpUMECTpa

buoxumudeckure Mapkepbl XpOMOCOMHOW MaTONIOTUU
1 Tpumectpa. MeTtonuka nocraHoBku aHanuza. Kiu-
HUUYECKHE IPUMEPBL.

Buoxumudeckne MapKepbl
XPOMOCOMHOH IATOIOTUH 2
TpUMeCTpa

bruoxummudeckrne MapKepbl XpOMOCOMHOM MaTOJIOTHH
2 TpumecTtpa. MeTonrka moCTaHOBKY aHanmm3a. K-
HUYECKHE TIPAMEPBI.

Viprpa3ByKoBbIE MapKephbl
XPOMOCOMHOM MaToaoruu 1
TpUMeECTpa

IIpenaranbHblil yapTpa3BykoBoi ckpuHUHT. Llenu, 3a-
Ja4yu. YIbTpa3ByKOBblE MapKepbl XpPOMOCOMHOM 1aTo-
soruu 1 TpuMecTpa u 2 TpuMecTpa.

VYipTpa3sByKOBOM CKPUHUHT
OepeMeHHBIX

[IpenaranbHbIi yabTpa3ByKoBOM CKpUHUHT. Llenn, 3a-
Ja4y. YIbTPa3ByKOBbIE MapKepbl XPOMOCOMHOMH 11aTO-
JIOTUU 2 TpUMECTpa.

MeTonb! HHBa3UBHOHU TIpe-
HAaTaJbHON TMarHOCTHKH

MeTonpl WHBAa3WBHOW MPEHATATHHON TUATHOCTHKH:
OMOTICHSl XOpPHOHA, IIJIAIICHTOIICHTE3, AMHHOLICHTE3.
Kopnouentes. IIpaBuia 3a0opa marepuaiia, METOJbI
MIPOBE/ICHHUS.

KoJiJjaHy kepceriMmaepi. I'enpep Tipkecyi oxicrepi,
OMICTiH TeHETUKAJIBIK HEri3l. AJaMHBIH T€HETHKAJIbIK
KapTackl TypaJbl Ka3ipri TaHJarbl TYCIHIKTEp. OicTi
KOJIIaHyFa apHaJIFaH xarnaiiap. [lomuMopdTel aHTH-
TeHjiep xKyiieci xoHe pepMeHTaTuBTiK Kyienep JHK
(PYYII). pecTpakTHBTI Y3iHIIED Y3BIHIBIFBIHBIH
nonuMopduMaik kepinici. ['enaep Tipkecyi oici-
MeH auarHoctukaiay yirH PYYIT kommany. JTHK
PETTLNIriHIH ceKBeHupIieHyi Typanbl TyciHik. JTHK-
JIMarHOCTUKACBIHBIH Ka3ipri MyMKIiHIIKTepi: AHOMa-
JUSJIBIK TeH JIOKYCHIH aHBIKTAayFa apHaJFaH 30HIBIK
JIMarHOCTHKA, OJIApAbI KapTajaylarbl XpoMOcoMasap
MEH TeHJIep TipKecyiHiH MoHi. ['eHeTHKabIK HacnopT
Typajbl TYCIHIK.

[IpenaranbHbIi KOHCHIIMYM

IIpenaranbublii koHCHIMYM. KiMHHYecKre IPUMEpBI.

Pacuer s dexruBHOCTH
[IpeHaTalbHON AUarHOCTUKU
BPOX/ICHHON W HACTIEN-
CTBEHHO MaTOJIOTHH

Pacuer B(b(l)eKTI/IBHOCTI/I HpeHaTaJ'ILHOfI JUArioCTUKKU
BpO)K,HCHHOﬁ MU HACJIEJICTBEHHON MaTOJIOTHH. OCHOB-
HBIC ITOKa3aTCIn. HpI/IMCpLI.

Cexsenupiey. [ eHOMABIK
JTAKTHJIO CKOITH ST

CekBenupiey. [CHOMIBIK JAKTHIOCKONUS. YFBIM.
OicTepiH npuHIMNTepi. MeuIHaaa KOJIIaHOabl
maup3bl.  JIHK-muarHocTukacel omiCIMEH OKENIriH
aHBIKTay. MOJEKYIaIBIK-TEeHETHKAIBIK, ~ 9licTepMEH
OKEJIIrH IKOHE TYBICKAHBIK JIOPEKECIH AaHBIKTAY.
AHaIM3MiH HAKTBUIBIFBIH €CENTey MPUHIIUITEDI.
T'eHOMIBIK JaKTHIIOCKOIIHS.

JlnarnocTuka, je4eHue U NpoQUIAKTHKA HACIEACTBEHHOI U BPOKICHHOM

nmaTroJIorumv

3HaueHne (QYHKIIMOHAIBHBIX
METOJIOB ISl OLICHKH CTe-
[IeHH MOPaKeHUs1 OPraHoOB

Y CHCTEM IpU HaCJIEACTBEH-
HBIX 3200JICBAaHUSIX Y JIeTeH

3HaueHne (YHKIMOHAJIBHBIX METONOB JUIS OLEHKH
CTETICHN MOPaXEHHUsI OPTraHOB M CHCTEM IIPH Haclell-
CTBCHHBIX 3a00JICBaHUAX Y JeTel. DICKTPOMHUOIpa-
¢us. MarHuTHope3eHaHCHass Tomorpadus. YieTpa-
3BYKOBBIC METO/IbI HCCIICOBAHNSI.

MornexynsapHo-
reHeTHYeCKas JUarHOCTHUKA
MOHOTI'CHHOM 1 MOJIMT€HHOM
MaToJIOTUH

[IpuHOUIIBI ¥ METONBI JUATHOCTHUKH MOHOTEHHOH U
[TOJIUTEHHOM MMAaTOIOruK. MONeKyYIIIpPHO-TeHeTHYeCKast
JIMarHOCTHKA HanOOJIee YaCThIX U PACIIPOCTPAHEHHBIX
MOHOTEHHBIX OOJie3Hel: (EeHMIKeTOHYPUH, MyKOBHC-
nuao3a, Muoauctpoduu Jlromenna-bekkepa u map.
[TocranoBka aHanu3a.

Pacuer nuersl npu merado-
JIMYECKUX 3a00JICBAaHUSAX

Pacuer muersl mpu MeTa0ONMYECKUX 3a00JICBaHHSIX.
Knunndeckue npumepst.

I/IHTepnpeTauI/m UTOI'CHE-
TUYCCKUEC U MOJICKYJISIPHO-
OUTOICHCTUYCCKHUX aHa-

HHTepHpeTaHI/Iﬂ HUTOTCHETUYCCKUEC U MOJICKYJISIPHO-
HUTOTCHECTUYCCKUX aHAJIU30B IIPpU JUArHOCTUKE Ha-
CIICACTBCHHBIX Oone3Heit. Penrenne CUTYyallUOHHBIX

Kaszipri muToreHeTHKaIbIK
omicrep

OicTep/iH aHbIKTaMachl XoHe MoHI. Konany aiimarbl:
TYKBIM KyaTalThIH )KOHE TYKBIM KyaJaMaiThIH [aToJI0-
THsIIap JTUArHOCTHKACHI, MYTalUSJIBIK YACPICTI 3epT-
TEY, XPOMOCOMAaNAPIbIH KAJIBIITHl MOTUMOPOU3MIH
3epTTey, TeHICPIiH OpHalacybl. 3epTTEYIiH LUTOre-
HETHKAJBIK OJICTEpIHIH BapuaHTTapbl. KapuoTui
TypaJibl YFbIM. XPOMOCOMAIAP/Ibl 3ePTTEY/IIH Ka3ipri
omicrepi: mnpomeradazanbik aHanu3, FISH, asro-
pamuorpad suIbIK  3€pTTeY, XPOMOCOMAJBIK-CIEIH-
(UKaNIBIK KOHE PETrHOH-CICHU(HUKATIBIK MOJICKYIa-
JIBIK 30HATApHI )kKoHE 6acKa. XpoMOCOMAIIBIK aypyiap,
XpOMOCOMaJap ©3TepriliTiriHiH KepiHiciH OepeTiH
MEHJICJIZIIK aypysap Karapbl, OHKOJIOTUSUIBIK aypyniap
HKOHE JIeHKO3IbIH KeiOip Qopmanapbl AMArHOCTU-
KaCbIHJIaFbl, IOPLIIK 3aTTapAbIH MyTareHIik acepiepin
Oaranaynarbl opra (haKTOPIAPBIHBIH 3aKbIM-JAATBIH
dcepliepiHiH MOHMTOPHHIICIHIACTI IIUTOrCHE-THKAJIBIK
QICTIH MOHI.
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1 TpuMecTpaeri KYKTI
oHenaepiiH reHeTHKAIIBIK
CKPHHHUHT 9j1icTepi

JKykri olenuepaiH capbICybIHAA aiaM XOPHOHJIBIK
TOHOZIOTPOITMHHIH -cy00ipiris, A ria3Malibik OeoK-
TBIH XKYKTLUIIKIICH OipiecyiH aHbIKTay. | TpuMecTp
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OMOXMMUSUIIBIK CKPUHMHI JIEPEKTEPIMEH XPOMOCO-
MaJlblK HaToyiorusiap OOHbIHINA Kayill-Karep TOOBIH
KYPAacThIpy. | eHeTHKaJIBIK CKpHHUHITE KOJITAHBIIATEIH
JKaHa capblcy Mapkepnepi: MHrubuH-A, PP-13.
MyMKIHIITIKTepi, DIeKTenyl. AHAJIM3IiH HaKThUIbI-
FBIHA dcep eTeTiH jKarmaiyiap. 3epTXaHailliliK yKoHe
— apaIrbIK OaKbIIay.

HacaeacTBeHHbIE 00J1€3HA H MEAUKO-TCHETHYCCKASA NMOMOIIb HACCJICHUIO

OTt4eTHas JOKYMEHTAIUS
Me/IMKO-TeHETHYECKON
ciryx0bl Peciyonuku Ka-
3aXCTaH

OtueTHass  JOKyMEHTALUs  MEJUKO-T€HETHYECKOH
ciyx0b1 PecryOnuku Kazaxcran. @opmbl oTyera 1o
reHeTuyeckoMmy ckpuHuHry u HI'P.

2 TpUMECTPAET1 XKYKTI
oHenaepiH reHeTUKAIIBIK
CKPUHMHT 9JIicTepi

JKykri offenuepaiH capbIiCybIHAA aaM XOPHOHJIBIK
TOHOJIOTPOITMHHIH [3-CyOOipIiriH, 3cTpHoIMeH Oaii-
naHblcniaral anbda-geTonpoTenHal aHbIKTAy. 2 TpU-
MeCTpAeri OMOXUMMSIBIK CKPUHHMHI JAEpeKTepiMeH
XpOMOCOMAJIBIK ~HaToJIorusyiap OoMblHIIA — Kayill-
KaTep TOOBbIH KypacTelpy. HepBinik TyTik axayniapsl,
JaMyablH O0acka Ja Tya OITKeH akayjaapbl OOWBIHINIA
Kayil-KaTep TOOBIH KypacThIpy. [ eHeTHKAIbIK Kayil-
KATep/bIH JKYKTUTIK TOOBIH JKYPri3y allOPUTMI.
AHanu3IiH HaKTBUIBIFBIHA oCEp ETEeTiH Karaaiiap.
3epTXaHallIlTiK )KOHE —apaliblK OaKbLIay.

CunIpomanbHas qua-
THOCTHKA NPH 3aTEPiKKe
(hU3NYECKOro pa3BUTHS

CunapomanbHas JUAarHOCTHKA TPH 3aliepKke (HU3M-
YeCKOT0 Pa3BUTHS. AJITOPUTM 00CIeTOBaHNSI.

JuarHocTuka (peHUIKETOHY-

pHHU B IIporpaMMe HEOHa-
TaJIbHOTO CKPUHMHTA

HI/IaFHOCTI/IKa (beHI/IJ'IKeToypI/II/I B IporpaMMe HEOHa-
TaJIbHOI'O CKpUHHHI'A. IlocTaHoBKka aHau3a.

ZlI/IaFHOCTI/IKa BPOXIACHHOTO

THIIOTHPEO03a B IPOrpaMme
HEOHATaJbHOTO CKPUHUHTA

HHaFHOCTI/IKa BPOXKACHHOTO TUITIOTUPCO3a B IPpOrpam-
M€ HCOHATAJIbHOT'O CKPUHHUHTA. IlocranoBka aHaau3a.

IIpenaranabix
JIMarHOCTUKAHBIH
UHBA3USIIBIK 9JiCTEP1

XpOMOCOMAIIBIK KHE MOHOTEHIK MATOIOTHSUTapIbIH
IIPEHATANAbIK MHBA3MUIBIK JTUArHOCTUKACHL XOPUOH
OHMOIICHACHI, TUIALICHTOIICHTE3, AMHHOIICHTE3 JKOHE
xopaouentes. JKYKTLNIKTIH opTypai Mepaimaepinzne
MHBA3MSUIBIK €MIApaHbl XKYprizy omicremeci. ¥pbIK-
TBIK MaTepUANbl OHJEY odjicTeMeci (KapHOTHIITEY,
MOJIEKYJIANIBIK-TeHETHKABIK, OMOXUMHSIIBIK dJicTep
xoHe T.0.). JKyKTi ofenepai TYKbIM KyanaraH WHBa-
3WSUTBIK ~ AMATHOCTHKAra OarpITTay KepceTiMepi.
JIMarHOCTUKAHBIH WHBA3MSUIBIK OJICIHIH Kapchl Kep-
ceTiMzepi MeH acKbIHyNapel. J[MarHOCTHKaHBIH WHBA-
SHSIIBIK O/IICTEPIHIH THIMJILTITI.

CunpomanbHas JUarHo-
CTHKa ITPpU BPOXKACHHBIX
nepopManusx KOCTHO-
MBIIICYHON CHCTEMBI

IIporpamma oGcienoBanust peOCHKaA ¢ BPOXKIACHHBIMU
neopMansIMi KOCTHO-MBIIIEYHOW CHUCTEMBI. AJIro-
put™ oOcnenoBanus. CUHIpOMaIbHAS TUArHOCTHUKA.

CPIH,HpOMaJII)HaSI Juartgo-

CTHUKa ITPU MOPAKEHUUN KOXHU

ITporpamma oOciienoBaHusl peOCHKA MIPU IOPAKEHUH
KOXH. Anroput™ obcnenoBanus. CHHApOMalbHAS
JMAarHOCTHKA.

I'enomuka n mporeoMurka

I'enomuka u mpoteomuka. Ilpuknaanoe 3naueHue ams
MEIUIUHCKOH T€HETUKH.

Pacuer neuebHOroO nura-
HUsSI IPU HACTISJICTBEHHBIX
0oJie3HsIX 0OOMeHa

Pacuer j1e4eOHOr0 MUTAaHUS MPH HACIIEICTBEHHBIX 00-
ne3Hsx ooMeHa. IIpumMepsl.

TyKbIM KyallaraH jKoHe
MYIBTU(AKTOPIBIK aypy-
Jlap JIMAarHOCTUKACHIH/IAFbI
3epTTEY/IiH OMOXUMHUSIIIBIK
omicrepi

TyKbIM KyallaFaH >XKoHE MYJIbTH(AKTOPIBIK aypyJap
JIMarHOCTUKACBIHIAFBl  3€PTTEYIIH  OMOXUMHMSIIBIK
O/IiCTEpiHIH MaHBI3bl. BHOXMMUSIIBIK JIHArHOCTH-
Ka JIeHreill: TeHHIH aJFfalllKbl OHIMi, >KacyIlaJbIK
JIeHredl, OWOJIOTHSIIBIK CYHBIKTBIKTapAarbl MeTado-
murrep. bomkamuel auarHoctuka (cely): carmajblk
JKOHE CaHIbIK omicrtep. Herisri omicrepmin TiziMi
JKOHE OJIapJIbIH KBICKA CHIIATTamMachl (39pMeH Oipre
OTKI3IICTIH camajblK TecTep, 39p/ICri KOHE KaHIarbl
aMUHKBIIIKBUIIAPBl MEH KAHTTBIH KaFas3/IblK JKOHE
KYKaKa0aTThlK Xpomarorpadusicel, snekrpodopes,
l'aTpu MUKPOOHOIOTHSITBIK TECTI, (PIFOOPOMETPHS).

Opranuzanus peabunura-
WX ¥ AUCTIaHCEePHU3aIlin

OOJIBHBIX C HaCIIeICTBEHHOM

1 BPOKJIEHHOMW TMATOJIOTHEH

Opranuzanusi peabWiuTalMid W JACIAHCEPU3aIlUH
OOJIBHBIX C HACJIEJICTBEHHOW W BPOXKACHHOMW TaTOJIO-
THEH.

IIpenaranbHas IMATHOCTHKA BPOXKIEHHBIX NIOPOKOB Pa3BUTHSA U

HACJIEACTBEHHBIX 00J1e3Hel

Meauko-reHeTHIeCKoe

KOHCYJIBTHPOBAHUE B NPEHa-

TaJbHOU JHUArHoCTHKE

OcoOCHHOCTH, ATOPUTMBI M TpoOieMbl. Kpurtepuu
HampaBJICHUS Ha HWHBA3UBHYIO IPCHATAJbHYIO OUa-
THOCTHKY. 3aJjauu Bpada-reneTrka. [leppudnoe npexa-
TaIbHOE MEIUKO-TEeHETHUECKOE KOHCYIbTHPOBAHHE.
MeaHKO-TeHETHYECKOEe KOHCYIBTUPOBAHHUE T10 PE3YIib-
TaTaM MpeHaTaIbHOW JUArHOCTHKH.
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Meauko-reHeTHIECKHUe
KOHCYJIBTHPOBAaHUE TPU

MCZ[I/IKO-FCHCTI/ILIGCKI/IG KOHCYJIBTUPOBAHUC IIPpU CHUH-

TykpIM KyajaraH aypyJlap MEH TeTepPO3UTOTaNIbIK
JKaFIaiap AnarHoCTHKAChIHBIH ceOy Oarapiamaapsl.
DepMeHTTEp MEH METa0OJUTTEP CaHBIH AaHBIKTAY.
Kazipri omicrep: aMHHKBIIIKBIIIAPbIHBIH aBTOMATThI
aHaJIN31, CYHBIKTBIKTBI OHE Ta3/bl Xpomartorpadus,
MacC-CIEKTPOMETPHSI, SAPOJIBIK MAarHUTTBI PE30HAHC,
PaIMOMMMYHOXHMHSUIBIK KOHE HMMYHO(DEPMEHTTIK
omicrep. TykbIM KyallaFaH aypyJfiap JHarHOCTHKAChIHA
apHaJFaH OMOXUMHUSIIBIK 3€PTTEY KOpCeTimMepi.

Kinnaukaabik
MpaKTUKaJarbl Macc-
CIIEKTPOMETPUS

AmnbIKTamMacel. Oaictiy npuHuunrepi. JKyprisynig
Heri3ri ke3enaepi. KnuHUKanblK MpakTHKAJAFbl dfic-
Tepain MyMmkiHmmniri. [lexrenyi. 3eprreyai *Kyprisy
kepcerimzepi. HeoHaTannblk CKpUHUHITEr], KIMHU-
KaJlblK TOKCUKOJOIUSIIAFbl, 3aITap aJMacybIHbIH
(aMHHKBIIIKBUIIAPEL,  IypHHIEP, MUPHMUIHHACP,
OPraHUKANIBIK alUJeMIsIap, Mai KBIIIKBUILIAPBIHBIH
B-TOTBIFYBIHBIH OY3BITYHI JKoHE T.0.) TYKBIM KyaJaraH
OY3BUTBICTApBIHBIH JHATHOCTHKACHIHAAFEl OHO-Map-
KepJIep/ii aHbIKTay MYMKIHIIUTIKTEpI.

MeauuuHaNbIK TeHeT

HUKAAAFbl ITUKAJBIK K9HE KYKBIKTBIK Herisnep

buosTuka

BuosTtukanap npuHIunTepi MeH epeskenepi. Macenenep
TapUXbL. «3USH KeNTipMey» NpHHIHMI. «Keke aBTOHO-
MUs» OPUHIMIL. «Anamrepuriniky npuHnumni. Kasipri
onosTukamap epexeci. «LIBHIIBLIIBIKY —epexeci.
«Kymusmsiky epexeci. «KenickeH TaTymmbsIky epexkeci.

Knnnaunkanbix
TeHETUKAJarbl JEOH-
TOJIOTHSI MEH 3THKA
IPUHLUNTEP]

JleonTonorusi. Jlopirepiik 3THKA, 3CTETHKA, OOPBIII
JKOHE KYITUSI Typalibl UTiM Heri3i. MeTuIMHAIBIK TH-
ka. Jlopirep MeH TYKbIM KyajiaFaH MaToJOTusIapbl Oap
HayKacTap, OJap/blH TYFaH-TYBICTapbl apachIHIAFbl
e3apa opekerecy epexeci. TYKbIM KyaslaFaH IaToJI0TH-
sIap NPOQUIAKTUKACBIHBIH OMOITHKAIIBIK MoceIeIepi.
IIpeHaraniblK AWArHOCTHKAHBIH OTHKAIBIK OKOHE
MOPAJIIBIK-TICUXOJIOTHSUITBIK MOceeNepi.

2 N .
cungpome ¢ero-peranpHoil | Apome ero-peTanbHON TpaHChy3UU.
TpaHc)y3uu
MeTtons! TpoGUIaKTUKH 1e(HEKTOB HEBPAIbHOU TPYyO-
MeTob! TPOGHUIAKTUKH JIe- pod ¢ p 124
3 N ku. [lepuxoHpenimonHas npopuiakTuka ae(eKToB
(eKTOB HEBpAJILHOM TPYOKH N
HEBPAJIbHOH TPYyOKH.
IMpodunakruka donarza-
[Mpodpunaktrka (onaaT3aBUCHUMBIX BpPOXKJIECHHBIX I10-
4 | BUCUMBIX BPOXXICHHBIX
POKOB.
IIOPOKOB
MeTo/bl TMarHOCTUKU Mertoapl TMarHOCTUKM MyKoBHcLUao3a. [loTroBbie
5 | mykoBucuuzo3a B nepuos | npoObl. MoueKynspHO-TeHeTHYecKasi JAMarHOCTHKA
HOBOPOXKIEHHOCTH MYKOBHCIIUI034.
6 Heonaranbublii ckpuHuHr | HeoHatanbHbI CKpUHHUHT Ha (heHHIKeTOHYpHIO. [1o-
Ha (DeHUIIKETOHYPHIO CTaHOBKa aHAJIN3a.
Pacuer nquerorepanuu npu N
. Pacuer auerorepanuu npu HEHWIKETOHYPHHU y JeTei
7 | beHUNKETOHYpHUHU Y IeTel
10 1 roga *u3HU.
Jo 1 roga ku3Hn
Pacuer nuerorepanuu npu N
. | Pacuer nueroreparnuu npu HEHUIKETOHYPHHU y JETEH
8 | heHMIKeTOHYpHH Y IeTel
crapiie | Toga )KU3HH.
crapiie | roma JKU3HHA
Meuko-reHeTuueckoe
MeauKko-TeHeTHYeCKOe KOHCYJIBTHPOBaHUE Mpu Oec-
KOHCYJITUPOBAHHUE TIpH Oec-
9 IUIOJIMM W HEBBIHAIIMBAHUK OCPEMEHHOCTH. AUIro-
IIJIOAWW U HEBBIHAILIMBAHUN
pUTM 00CIIeIOBaHMSI.
OepeMEeHHOCTH
CuHIpoManbHas 1ua-
|0 | PHOCTHEKA U 3a71ePiKKe CunipomManbHast IMarHOCTUKA NP 3aepKKe HEPBHO-
HEPBHO-IICUXUYECKOTO TICUXHUYECKOTO Pa3BUTHA. AJITOPUTM 00CIIeIOBaHUS.
pa3BUTHS
CunIpomanbHas JHarHo-
CunapomanbHas TUarHOCTUKA MPU HAPYLISHUSX I10-
11 | cTuka mpu HapyIICHUAX
JIOBOTO PAa3BUTHS. ANTOPUMT 00CIICIOBAHHSI.
I0JIOBOTO PA3BUTHSL.
12 JuarHoctuka Mukpojene- | JIMarHocTuka MHUKpPOAEIELMOHHBIX CHHAPOMOB. Ilo-
LIMOHHBIX CUHJIPOMOB. CTaHOBKA aHAJIN3a.
I'enernuecknii macnopt. [Ipumepsl reHETHYECKOTO
N racropra TPepacloOKEHHOCTH K aKyIIePCKUM
13 | I'eneTndeckuii macmopT P pep yuep

OCJIO)KHCHUAM, CepZIG‘IHOCOCY,I[HCTOﬁ maToJIOIrur, OH-
KOJIOTHYECKUM 3a00JIEBaHUAM U ap.
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MenunuHabIK-
TECHETUKAJIBIK
KOHCYJIbTAIIUSTHBIH
STUKAJIBIK Macelenepi

MenuIHAIBIK-TeHETHKAIIBIK KOHCY/IBTAIUSHBIH 3TH-
KaIIBIK MOCeNenepi: OpTypii TUCKPUMHHAINS TYp-
Jiepi, KYKBIKTBIK J1ay, aKlapaTTap/ibl airy Macenenepi,
TeHETHKAIBIK JICTCPMUHU3M, JCHCAYIbIKKA KaThIHAC-
TBI MOJICHM KAaJBINTaFbl aWbIpPMAIIBUIBIK. [ eHeTHKa-
JIBIK KOHCYJIBTAIMSIHBIH ATHKAJIBIK MAceesepi.
MC}II/ILII/IHaJ'lI)IK-FCHCTI/IKaIlLIK KOHCYJIbTallUsIHBIH, TICU-
XOJIOTHSUIBIK KQHE IICHXOQJIEYyMETTIK OarbITTapbl. Ie-
HETUKAJIBIK TECTUIeyre apHaJFaH JKalllbl sKaraaiiap.
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PenponyKuusiibIK
MEIULUHAHBIH YTUKAJIBIK
Mocenenepi

Penpoaykuusnbslk MeOUIMHAHBIH STHKAIBIK Moce-
nenepi. KocbMia penpoayKIusuIblK TEXHOJIOTUsIIAP,
NPEeIUMIUIAHTAIUSIIBIK  TUAaTHOCTHKA, MPEHATAIIbIK
JINarHOCTHUKA, JKBIHBICTBIK Kacyllajap JOHOPJBIFHI,
CyppOrarThIK aHa.

[uroreneTnueckuii METO.

Kaputunuposanue. Dransl mposeaeHus. 3abopa Ma-
tepuana. Ilocanka. KyneruBupoBanue. Puxcanus.
Oxkpacka. MUKpOCKOIIMPOBaHUE Mpenapara.

Tangay 6olibIHIIA

MeauuMHAIBIK TeHeTHKAHbIH 03eKTi MaceJIEJIepi

MonekynsipHo-
LUTOT€HETHYECKUI METOJ

MounekynsipHO-IIUTOTeHETUUECKUd ~ MeTon.  Bunpl.
OcHOBHBIE DTambl. BO3MOXHOCTH MOJEKYISPHO-
IIUTOTCHETHYCCKUX METOIOB B KIIMHIMYECKOW MEIUITH-
He. [locTaHOBKa aHaM3a.

cDeTaJ'IZ[LIK MCIMIIMHA:
MI/I(b HEMECCEC HaKTBLIBIK

Deranapik MeguuyuHa. ¥YrbeiM. DeTanaplk MeguIMHA-
HBIH TYpJEpi: NpeHaTaIbIK AUarHOCTUKA, (eTalbIK
Tepanst, GeTasIbIKXupyprus, peran bk inarHocTuKa,
Fetendo. ®eTaniblK XUPyprusHblH MYMKIHIIITIKTEPI,
amblK  (eTanaplk Xupyprus. DeTannplk MeIHIIHA
onicrepimer dera-deranpik TpaHc(y3Hst CHHAPOMBIH
emzey. deTanaplk MEIUIIMHAHBIH HET13ri Macememnepi.

MeToanl TeHETHYECKOTO
MIPEHATaIbHOTO CKPUHUHTA

MeTO}IBI TCHETUYCCKOI'O l'IpCHaTaJ'lLHOFO CKpI/IHI/IHFa.
ITocTaHOBKa aHAIU30B.

Lutorenernueckuii MeTO. B
HMHBA3UBHOM MPEHATAIBHOMN
JINarHOCTUKE XPOMOCOMHBIX
HapyIIeHUH TUT0/1a

Oranbl npoBefeHus. 3abopa Marepuana u ero odpa-
00TKa MpH Pa3HBIX BUIaX WHBA3UBHOM MpEeHATAIbHON
muarnoctukd. [Tocanka. KymeruBupoBanue. Dukca-
must. Okpacka. MEKpOCKOTIMpOBaHHE TIperapara.

Hepginik TYTiKTiH
aKayaapsl

Oruonorusicel. [latorenesi. JKikremeci. Hepinik
TYTIKTIH aIIbIK aKayJapbIHBIH [IPEHATAIABIK IHArHO-
cTukacel. EMziey »oHe ajapIH any.

Macc-cniekrpoMeTpust

[TocranoBka ananu3za. OCHOBBI METO/a, MPOOOIIOATO-
TOBKA, YCJIOBHSI IIPOBE/ICHUS aHAJIN3a, BO3MOXKHOCTH,
OTpaHUYCHHUSI.

Jamynsiy onarroyeni
Tya OiTKEH aKayiapsl

Jamynsiy ¢onarroyenni Tya OITKeH akaylapbIHBIH
strosorusicel. [Tartorenesi. [[peHaTanbIK AUATHOCTH-
Kacbl. EMziey jkoHe alijibiH ay.

ITHYECKHE H NnpaBoOBbIC¢ OCHOBBI MeTUIMHCKONH reHETUKHU

Otnonoruscel. Ilatorenesi. JKikremeci. Knuuaukaabix

DTUYECKHE aCIICKThI
MEIUKO-I'€HETUYCCKOI'O
KOHCYJIBTUPOBAHU A cemen
C OTATOIICHHBIM I'CHCTHYC-
CKHNM aHAMHC30M

Menuko-reHeTUYECKOe  KOHCYJIBTHPOBAHHE — CeMel
C OTSATOIICHHBIM T'€HETHYSCKHMM aHAMHE30M: MOHO-
TEHHOM NaToNorued, XpOMOCOMHOW IaTOJOTHEH H
BPOXKICHHBIMH TTOPOKAMHU Pa3BHUTHS. DTHUYECKHE U
MIPaBOBBIC OCOOCHHOCTH MEIUKO-TCHETHUECKOTO KOH-
CyJIBTUPOBAHUSI.

MyxkoBUCTIHI03 .. .
kepinici. Emuey npunnuntepi. [TpodunakTukacs.
Dtnonoruscel. Ilatorenesi. JKikremeci. KanHukambix
DeHMIKETOHY U KepiHici. AHanbIK GpeHuikeTonypus. Emuey npuniun-
tepi. [Ipodunakrukacs.
A lpeHOr€HUTATHIIBIK Dtuonoruscel. Ilarorenesi. JKikremeci. KIIMHUKAIBIK
CUHIIPOM kepinici. Emney npunnunrepi. [Tpodunakrukacel.

Menuko-reHeTHIeCKoe
KOHCYJIBTUPOBaHUE Oepe-
MEHHBIX TPYIIIBI BBICOKOTO
TEHETHYECKOTO PUCKA

MeauKko-TeHeTHYeCKOe  KOHCYJIBTUpOBaHHE  Oepe-
MEHHBIX TPYHIIBI BBICOKOTO TEHETHYECKOTO PHUCKA.
OTHYeCKHe U TPaBOBbIE OCOOCHHOCTH MEJUKO-
TEHETHYECKOTO KOHCYJIBTUPOBAHUSI.

bana TokramaiTeIH
JKYKTUTIKTIH TeHETHKAChI

Bana TokTaMalThIH JKYKTUTIKKE OCHIMIITIKTErl reHe-
THKAIBIK (haKTOpIapIblH MaHBI3BL bama kerepmey
JKYKTUTIT JKOHE 1IITEri HOPECTEHI JKOFalTy CHHIPO-
MbIHA OeifiMimiKkTeri (oaaTThl MeTabOoIN3M, KaH YIO,
JIETOKCHKAILUS JKYHenepi, Maiiap anMacysl FeHIepiHiH
peni. J/InarHocTHKa MEH aJIblH aly 9AicTepi.

Oco0eHHOCTH MEIUKO-TeHe-
THYECKOTO KOHCYJIBTHPOBa-
HUsT GEPEMEHHBIX C BPOXK-
JEHHBIMH TIOPOKAMH TIIONA

MeKo-reHeTHYECKOe KOHCYIBTHPOBaHHE OepeMeH-
HBIX C BPOXKJICHHBIMHU MIOPOKaMH IUI0Ja. DTHUECKUE U
MIPaBOBBIE 0COOCHHOCTH MEANKO-TE€HETHYECKOTO KOH-
CYJIETUPOBAHMUS.

Tya OiTKEH rMIoTHPE03

Dtuonoruscel. [larorenesi. JKikremeci. KiIMHUKAJIBIK
kepinici. Emney npunnunrepi. [Tpodunakrukacsl.

OCcoOEHHOCTH MEIHKO-

TCHETUYCCKOIO KOHCyJ'IbTI/I-
pOBaHMA IIPU HAPYLIEHUAX
PEnpOaYKTHBHON (QyHKIHH

MeanKo-reHETHYECKOE KOHCYJIBTUPOBAaHHE IIPHU Ha-
PYIICHUSX PENPORYKTUBHON (YHKIUH. DTHYECKUE U
IPaBOBBIE OCOOCHHOCTH MEIUKO-T€HETHUECKOIO KOH-
CYJIIBTUPOBaHMUS.

OHKOJIOTHSTaFbl TCHETHKA

OOBIpIBIH Taiiia OONMyBIHAAFBI TYKBIM Kyanay (ak-
TOPJIAPBIHBIH MAHBI3BI TYPAITBI JKAJTIBI TYCiHIK. CBIPTKBI
opra Qakropnapel. OObIpMEeH (KaHIEpPOTEHEP)
ITIKTeCKeH opTayap. BUPYCTHIK )KoHE yKacyIIabIK OH-
KoreHjep. JKacymanbik MpoTOOHKOTeHAepIiH (Gusno-

IIpumepHoe conep:kaHue KOMIIOHEHTA MO BHIOOPY

AKTyaJbHBbI

€ BOIIPOCHI MeIMUMHCKOI TeHeTUKH
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[IpenaranbHBI KOHCUITHYM

[Ipenaranpupiii koHCHIMyM. Opranmzanus. OCHOB-
HOH cocTaB crenuanuctoB. Llenn, 3agaun. OT4yeTHAs
JIOKYMEHTaLHS.
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10

bau3HeoBeIi MeTO

Cymuocts Meroza. IloHATHE O KOHKOPAAHTHOCTH,
JUCKOPAAHTHOCTH Y MOHO- U JIU3UTOTHBIX OJIM3HEILIOB.
Koaddunuent xoukopaanTHoctu. Pemenue curyanu-
OHHBIX 3a/1au.

JIOTUSUIBIK peii. IIpoToOHKOreHAepAiH OHKOreHAepre
anMacy MexaHusMi. Icikrep ecyiHiH renaepi-cynpec-
copnapsl.

11

Amnanu3 peHorumna npu xpo-
MOCOMHBIX HAapYIIEHUX

Ananu3 (peHoTHUIa IPH XPOMOCOMHBIX HapyIIEHUX

12

Hcnonb3oBaHue KomM-
Hb}OTCpHBIX Cl'[paBO‘{HO-
JUATrHOCTUYCCKUX CUCTEM
¥ 0a3 JaHHBIX 110 HACJIEI-
CTBEHHBIM 00JIE€3HSIM

KommbioTepHbIe ClpaBOYHO-HArHOCTHYECKHUE CUCTE-
MBI ¥ 0a3bl JaHHBIX 110 HACJEACTBEHHBIM OOJIE3HSIM.
ITpuHUUIBI PabOTHL.

1 Tunri KaHTTHI JUA0ET

1 TuOTi KaHTTBI JauabeT Ke3iHIeri TYKbIM Kyayay
tanTepi. | THNOTI KaHTTHI JUA0CTTIH MOJICKYJAJbIK-

Knunnuyeckasi reHeTHKA

Menuko-reHeTHIEeCKOe
KOHCYJIbTUPOBAHHUE TIPH Ha-
CTIeICTBEHHOW U BPOXK/ICH-
HOM TIaTOJIOTHHU

MeauKko-TeHeTHYeCKoe KOHCYIBTHPOBAaHHE IIPH Ha-
CTIeICTBEHHON W BpOKIeHHOW matonorud. Llemn. 3a-
Ja4u. DTarbl IPOBEJCHUSL.

MI/IKpoaHOMaJ'II/II/I pa3BUTHSA.

Mopdorenernueckue BapUaHTbl Pa3BUTUS (MHKPO-
AQHOMAJINK, MHKPONPU3HAKH, NMPH3HAKH AUCIMOPHO-
reHe3a), WX TICHe3, IMOCTHAaTalbHAas MOTU(UKAIIHS.
OOmue u crneuupuueckue MophOreHEeTHUECKHE Ba-

2 | IloHATHSA ¥ TEPMHUHOIIOTHSL.
PHAHTBI: 3HAYCHUE B JUATHOCTHKE HACIIEICTBEHHBIX
Knuanyeckoe 3HaueHue .
CHHJIDOMOB M BPOKAEHHBIX COCTOSIHUH. POIOCIIOB-
HOH, OIeHKa KIMHHYECKOTO U JlabopaTopHOro obcire-
JTOBaHMSL.
Amnanu3 (eHoTHa 00JBHOTO MPH PA3IUYHON HACTe/-
Ananu3 ¢eroruna 00IbHO- o
. CTBEHHOH MaToJ0ruu (BPOXKICHHBIX MOPOKaX Pas3BU-
3 | ro mpu pa3aM4YHOMN Haciea- o
. THSI, XPOMOCOMHOM TaTOJIOTUU, MOHOTEHHBIX 00JIe3-
CTBEHHOM MaToJI0run
HSX).
[TonsaTue o reHeruueckoM pucke. [IpuHINIIBI BHIYHKC-
[IpuHIMIIBI BEIYUCTICHUS
4 JICHUS TEeHETHYECKOro pucka. PemieHue cuTyanmoH-
TEHETHYECKOTO PUCKa
HBIX 3aJ1ay.
JIaGopaTopHasi reHeTHKA
CymHOoCTh MeTona. Buapl mommMepaszHoOi IemHoi pe-
[TomumepasHast nemHas
1 caxust akiu. OcHOBHBIE dTanbl. Bo3amoxHOCTH HCnoIb30Ba-
p HUS B KIIMHUYECKOH reHEeTHKe.
> [Monumop¢usm umH pe- CymHocTh MeToia. OcHOBHBIE 3Tanbl. Bo3aMokHOCTH
CTPUKTHBIX ()pParMeHTOB HCIOJIb30BaHUs B KIIMHUUYECKOH FeHETHKe.
I'enomuas nakruinockonusi. CyTh MeTona. BosamoxHo-
3 | I'eHOMHas JaKTUIIOCKOIIHS

ctu. O0acTh IIPUMCHCHUS. ITocTanoBka aHanu3a.

10 . . .
T€HEeTUKACHI TeHEeTHKAJIBIK MapKepiiepi. 1 THUNTI KaHTTH JHa0eTTiH
TCHETHKAJIBIK TeTePOTCH/IITITI.
HepBTik-IICUXUKATIBIK OpranukajiblK —anUAEMHUAIAp AWArHOCTHKACHIHBIH
1] | BaMYIBIH Oy3bUIBICTapBl- | KQHE eMiHiH >Kasbl IpuHOuNTepi. M3oBanepuanablk
MeH Oipre )KypeTiH opra- | arpaemus. [[ponuoHabIK anuaeMus. MeTHIMaIOH/IbIK
HUKAJIBIK alieMusiIap anuneMus. Y HeHki mopoar aypysl.
EH *kni kxe3aeceTiH MKpOAEICIMSIIBIK XPOMOCOMAITBIK
XpoMOCOMAITBIK, aypyJiap 3THOJNOTHACH. KITMHUKAIBIK KOpiHiCTepiHiH
12 | MUKpOJENenHsITBIK CHH- epekmrenikrepi. Jluarnocrtuka apicrepi. [Ipenaranapix
Jpomiap JIMAarHOCTUKA. MeANIMHAIBIK-TeHETHKAIBIK KOHCYIIb-
Tamus XKYPTi3y epeKIIemiKTepi.
AnfpiH amy MEIULIMHACBIHBIH QicTepi peTiHIeri
TeHEeTUKAJbIK NacnopT. EH jkui jkoHe KeH TapasiFaH
MOHOTEHJIIK aypysaap MyTalUsUIapbIHBIH I'€TepPO3UTO-
ANIBIH Ty MEJMIIHA- YPy1ap My P P
: Lo . | TaJIBIK TachIMAaJJayUIbUIbIFBIH aHBIKTAy. MynbTH(ak-
13 | ceIHBIH 9icTepi peTinaeri "
TOPIBIK IaTojorusiapra OedfiM renaep. Axyliepus-
FeHETUKAJIBIK [1aCIIOPT
JBIK acKBIHYJIapFa, jKYPeK-TaMBIP MaTONOTHsIIAphIHA,
OHKOJIOTHSIITBIK, JKOHE Tarbl 0acka aypynapra Gedimmi-
JIKTi aHBIKTAyFa apHaJIFaH TeHETUKAJIBIK MACTIOPT.
TyKbIM KyaJaFaH aypyJiap :KoHe TYPFBIHAAPFa MeIUIUHAIBIK-TeHeTHKAIBIK
JKIpaAeM KopceTy
MeauIHAIBIK-TeHETHKAIBIK KbI3METTI YHBIMIACTHI-
Typreiapra py Herizi. Kazakcran PecryOnmukachiHga MeauinHa-
¥w P JIBIK-TEHETUKAJIBIK KBI3METTI YHBIMIACTBIPY JCHICHi.
MeULHAbIK- o . . .
1 Op JAeHreiiiH Makcatbl MeH MiHnertepi. Ecen Gepy
TeHETUKAJIBIK JKopJeM
o KyxkarTamanapsl. Kazakcran PecryOnukacsiaga me-
YHBIMIACTBIPY
JLUHAJBIK-TEHETUKAIIBIK KbI3MET >KYMBICHIH periia-
MEHTTEHTIH HOPMATUBTIK-KYKbIKTBIK aKTiJep.
MeuIUHAIBIK-TeHe THKATBIK KaOHHET (KOHCYIIBTaI)
MeaunuHaITBIK- YKYMBICHIH YHBIMIACTRIPY. OHipiiep/ie MeIuIn-HaIIBIK-
5 | TeHeTHKAIBIK KaOHHeT TeHEeTUKAJIBIK KOHCYJIBTAlMs JKYprizy. TypreIHIapra

JKYMBICBIH YIBIMIACTBIPY
MIPUHIAIITEP]

MEIHLMHAIIBIK-TCHETUKAIIBIK JKOPIAEM YHBIMIACTHIPY
MEH Tya OITKEH JKOHE TYKbIM KyaJaraH IaTOJIOTHsI-
JIAPABIH OHIPIIIK ailbIPMAIIBITBIKTAPHL.
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MonekynanbIk
MEINLMHAHBIH J1aMYybI

Onemue sxoHe Kazakcran PecmyOnukachlHAa Mo-
JICKYJIAJIbIK MEIUIMHAHBIH JaMybl. ©O3eKTi Mocele-
Jiepi, KIMHUKAJIBIK MEUIIHA YIIiH OHbIH MOHi. 'eHe-
TUKAJIBIK TeCTisiey. MyKOBUCIINI03, (DCHUIIKETOHYPHS
JKOHE Ka3aK MOMYJSIMSACHIHIAFRI 0acka aypylapIbiH
KEH TapaJifaH MyTalUsChIHBIH JKHUIIIT1.

3.3 [IpuMepHbIii IJIaH NPAKTHYECKUX 3aHATHI

Heonaranaplk CKpUHUHT

Heonaranaplk CKpuHUHT. MakcaTbl, MIHICTTEDI,
MYMKIHIIUTIKTepi. HeoHaTan bk TeHETHKAIBIK CKPH-
HUHT OafFjapiiamMachlHa aypylapibl ipiKTey JKaraaubl.
Heonatanapelk CKpUHHMHT XYprizy omicrepi. JKammait
JKOHE IpIKTEeNIreH HeOHATalAbIK CKpUHMHI. KazakcTtaHn
PecnyOnukachlHIaFbl  HEOHATAIABIK — CKPUHMHITI
KYPri3yAl pemIaMeHTEUTIH HOPMATHBTIK-KYKBIKTBIK
aKTUIep. OHIpAeri ’xaHa TYbUIFAaH HOpECTENIEPAIH
CKPUHUHTIH YHBIMIACTHIPY. HeoHaTanmbIK CKPHHHUHT
THIMJIIITIH ecernTey.

XKyxri oitengepre
MeIULUHAbIK-
TEHETUKAJIBIK KOHCYJIbTa-
LML XKYPIizy

JKYKTITIKTIH opTypiii Mep3iMiHIE JKYKTI ouenjepre
MeUIMHAIBIK-TeHETUKAIIBIK KOHCYIIBTAINS JKYPTi3y.
leHeTHKaNbIK Kayin-Karep TomTapbiH Kypy. lmreri
HOpECTe JIaMYBIHBIH Tya OITKEH akayiapbl 0ap JKYKTi
oifennepre MeJUIIHAIBIK-T€HETUKAJBIK KOHCY BT AL
KYPrizy epekuernikrepi. [eHeTHKaIBIK Kayin-KaTepaiH
KeJIeMiHe OaifilaHBICTBI Kayill-KaTep TONTAPbIHAAFbI
XKYKTI oHeIiep il XKyprisy )KoHe IPEeHaTaJIBIK JUarHO-
ctuka anropurmi. JKykri oifennepre MeAUIMHAIIBIK-
TeHETHKAJIBIK KOHCYIBTAIMs JKYPTi3y Ke3iHJeri re-
HETUK-IIOpirep dITHKAachl MEH JICOHTONTHSICHIHBIH
Mocelenepi.

XpomocoMalbIK Ia-
TOJIOTHSJIAp Ke3iHIe
MEIMIMHAIIBIK-
TCHETHKAJIBIK KOHCYITBTa-
LML KYPIizy

XpoMocoMalIbIK ~ TATOJNOTHsIaphl  0ap  oTOAachiHA
MEMIMHATBIK-TEHETUKABIK KOHCYIBTAINS KYPTi3y
NPUHIHNTEPi. XPOMOCOMANbIK Oy3bIIbICTapAbl TaChI-
Maj-[aylliblIapFa KOHCYJbTALUsl SKYPTridy epeKiie-
JiKTepi. XpoMOCOMAaJIBIK HaToJIOrUsIapsl 6ap oroda-
ChIHA XOHE YIIECTIpiAreH XpOMOCOMANBIK Oy3bl-
JBICTap/bl TaChIMAIIAYIIbIFa KOHCY/IBTAIUS XKYPTi3y
Ke3iHIeri I'eHeTHK-Iopirep 3THKachl MEH IEOHTONO-
THSCBIHBIH MOCeNIeNepi.

TyxpIM Kyamaran
MOHOTEH/IIK T1aToJI0-
THUsIapAa MEAUIMHAIIBIK-
TCHETHKAJIbIK KOHCYJIbTa-
1ML JKYPri3y

TyKbIM KyaJlaFaH MOHOTEHJIIK TaTOJOTHsIIaphl Oap
oTOachUIapbIHA MEUIITHAIBIK-TEHETHKAIBIK KOHCYITb-
Tanus Kyprizy npuHnuntepi. Koncynsramus xyprisy
EpEKIICIIKTEPl JKOHE TYKbIM KyaJlaFaH MOHOTCHIIK
HaTOJIOTUSIAPIbIH TUITEPIH MANIMAEY, IEHETPaHThI-

Ne Tema Conepixanue
MenuuuHcKasi reHeTHKA
HuTonornueckne 0CHOBBI .
Jenenue kinetok. KieToUHBINH LUK M €ro Mepuoipl.
1 | HacIeACTBEHHOCTH YeJo- o
sexa Murto3 u ero ocobeHHocTH. Melo3 1 ero 3HayeHue.
Crpoenne JIHK u PHK. Perukanust JIHK. PexomOu-
MosTekVISPHbLE OCHOBE Ha- | TELHT JIHK. Mexanu3mbl pekoMOHHAIUH. Peraparus
2 YIUIp JHK. Tpauckpunuus JAHK. Buast PHK. Tpancnsus
CJIEZICTBEHHOCTH .
PHK. T'enetnueckuii xozx. ['eHsl u ux opranuzanusi.
Ienbl 1 Oenku. PenieHne cuTyalMoHHBIX 3a]1ay.
3 Merto/pl ToNTyueHHs Ipe- Mertoapl MONYyYEHHs MpernapaTtoB XpoMocoM. Bupl,
[1apaToB XpOMOCOM OCHOBHBIE 3Tarlbl.
Kinnuko-reneanornuyeckuii Meton. OCHOBEI METO/A.
[IpaBuma mocTpoeHust pogocioBHONW. OCHOBHEIE CHM-
4 Knnnuko-reneasorndaeckuii | BOJIBI, HCTIOIb3yeMble TP MOCTPOSHUH POAOCIOBHOM.
METOJT I'papuueckue Buasl pomocioBHbie. [IpaBuna cOopa
UH(pOPMAIMK JUTIS POJOCIOBHOW. AHAU3 POAOCIIOB-
HO TP pa3HbIX THIIAX HACIEIO0BAHUS.
Crpoenne xpomocoM. Kraccudpukauus Xpomocom
5 Crpoenue xpomocoM. Co- | uenoBeka. CoBpeMEeHHAas HOMEHKJIATYpa XPOMOCOM.
BpeMeHHast HoMeHKIatypa | OCHOBHBIE MEXKIyHapOIHBIE CHMBOJIBI rpaduaeckoi
3aIUCH XPOMOCOMHBIX HapyIICHUH.
[Tonmumopdusm rpynn kpoBu uesnoBeka. Hacneno-
[Monumophusm rpymi KpoBu PO py P
6 BaHue rpynn kpoBu cuctemsl ABO. Hacnenosanue
YyeJioBeKa
pesyc-daxropa. benku kpoBu cucrembr MN.
{urorenernueckas aua- N
uTorenernueckuid Metosi. OCHOBBI METOJIbI. DTaIlbI
7 | THOCTHKA XPOMOCOMHBIX
. rpoBeieHuss. MUKpPOCKOIIMPOBAHUE IIPENapaToB.
HapylmeHUH
Ornpenenenue, CyIIHOCTh U 3HaY€HHE 3aKOHA paB-
HOBecHs TeHOB B momymsinuu. IlposiBienue u ot-
8 | Bakon Xapau-BaitnOepra KIIOHEHWEeS OT TEOPETHUECKOTO pachpeneIeHus
Xapnu-BaitnOepra B nomysisiiuu 4eaoBeka. PemieHue
CUTYalMOHHBIX 3a7a4.
Wun6puaunr. VHOpennsle, ayTOpenHble, accopTaTuB-
9 [TonsATHE O cTeneHsx pon- | Hble Opaku. [IoHSATHE O CTENeHsSX KPOBHOTO POJICTBA.

CTBa

Kosddunuent nnOpuauHra npu pasiaudHbIX CTelle-
HSIX KPOBHOT'O POJICTBA.
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Knunuyeckass HMTOreHEeTHKA

MesxayHapoaHas K1accH-
(buKanys 1 HOMEHKIATypa
XPOMOCOM YeJIOBeKa B
HOpPME | TIPU XPOMOCOMHBIX
CHHAPOMAaX M aHOMAaJUSIX

MexyHapoaHas KilacCU(pUKalUs U HOMEHKIATypa
XpOMOCOM 4Y€JI0BEKAa B HOPME M IPH XPOMOCOMHBIX
CHHIpOMax U aHOMaNusX. [lomuMopdmu3m XpoMocoMm.

JlnarnocTuueckue mpo-
61eMBI KAPHOTUIIHPOBAHUS
mioza

Jnarnoctiyeckue npooieMbl KapHOTHITMPOBAHMS I1JI0-
Jia: CTPYKTYPHBIC TEPECTPONKH, BO3HUKIIKE de novo,
MapKepHbIE XPOMOCOMBI, MO3aUILIM3M XPOMOCOM, KOH-
TaMHHaLuUs 00pasia MaTepUHCKIUMH KIIETKAMH.

JIBIK, KIIMHUKAJIBIK HOJIUMOP(U3M, TCHETUKABIK IeTe-
POTeHJUIIK, MICHOTPONUs XKOHE AaHTULMIALUS dcepi
Typajibl yFbIMAap. MOHOTEHIIK aypylaapibl IeTepo-
3UTOTAJIBIK ~ TachbIMAJJAylIbUIapFa  KOHCYJIBTAlUs
KYprizy epekmernikrepi. Kaltananran reHETHKAJIbIK
Kayin-karepai ecenrey. Cuodc xaoHe yprak OomkaMia-
PBIH aHBIKTAy. [ eHETHK-/1opirep ATUKAChl MEH JICOHTO-
JIOTHSICBIHBIH Macelenepi.

MornexynsapHo-
LUTOr€HETUUECKIE METO/IbI

BI/II[I)I MOJICKYJIAPHO-IUTOTCHETUYCCKUX METOHOB.
HpI/IHHI/IHI)I METOOOB. B03MO)I(HOCTI/I, OrpaHUYCHUS.
Hcnonbs3oBanue B l'[peHaTaJ'H:HOﬁ JUardHoCTUKE, B OH-
KOréMaroJIOTu U OHKOJIOTHH.

I'eHOMIBIK MeIULIMHAFA
Kipicne

Anam reHoMbl. MaceneHiH Tapuxbl. AJlaM TeHOMBIHBIH
MIPAKTUKAJIBIK KOCBIMIIIAChL. Mocenenepi MeH CaKTaHy.
«l'eHeTuKanbIK macrnopT» uaeschl. OyHKIUSIBIK Te-
HOMHKA. AJIJAMHBIH T€HETHKAaJBIK OpTYpJIIiri. Axam
TEHOMBI JKOHE MOJICKYJAJIBIK MEIUIMHA. AJIIBIH any
MEIMIHACHIHBIH THIMILIITI.

OCOOEHHOCTH ITUTOTEHE-
THYECKOTIO aHaJIn3a KIETOK
Pa3ITHIHOTO TIPOUCKOXKIE-
HUsA

OCOOCHHOCTH IMUTOrCHETHYCCKOIO aHAaIN3a KICTOK
Ppa3IMYHOro MpoucxoxacHusi. OCOOCHHOCTH METO/IHU-
Kl 00paboTKM MaTepualia uccienoBaHus. Bumbl uc-
cienoBaHuid. OCHOBHBIC 3TaIlbl.

MeanunHCKasi TeHeTHKA U 001eCTBEHHOE 310pOBbLE

Hanmonaneusiii ['enernue-
ckuit Peructp PecnyOnuku
Kazaxcran

Hanonaneeiii Tenernueckuii Peructp PecryOiu-
k1 Kazaxcran B cucteMe MOHUTOPHMHIA BPOXKICHHbBIX
mopokoB pa3Butus. Bemenme HI'P. ba3zel manHbIX.
®opwmrl otaera mo HI'P PK. OcnoBHbie moka3zarenn
(gyacToTa BPOXKACHHBIX IOPOKOB Pa3BHTHS, YacTO-
Ta BPOXKJECHHBIX TIOPOKOB Pa3BUTHUs CTPOrOro ydera,
BKJaJ B MEpPTBOPOXKIAEMOCTb M Ap.). Pe3ynbTars
(YHKIIMOHUPOBAHUSL.

TyKpIM KyaaraH )KOHE Tya
OITKEH MaTOJIOTHSIIAPIbI
emjiey NPUHIMIITEP]

TyKpIM KyajaraH MATOJOTHSUIAPIBI eMICY/IiH Heri3ri
MPUHIUITEPI. DTHOIOTHSIIBIK M. [ eHJIIK HHKCHEPIIK
omicrepi. TykpIM  KyanaraH  TaTOJOTHSUIAP/IBIH
MATOTEHE3/IIK eMi. 3aT ajMacyJblH TYKbIM KyaJaraH
aypysapblH eMIOMMEH emjey mpuHuuntTepi. TyKbiM
KyaJaraH MaToJIOTUsUIAPBIH CUMIITOMATHKAIBIK SMi.
MyMKIHIIITIKTEpi MEH LIEKTeyIepi.

Haca

e/JICTBEHHbIE 00JIE3HH 00MeHa

MeTonbl IUarHOCTUKY Ha-
CIIE/ICTBEHHBIX O0IE3HER
oOMeHa BEIIeCTB

Knaccumyeckne MeTOIbI JHAarHOCTHKH HACJIEICTBEH-
HBIX Ooie3Hell oOMeHa BemiecTB. Bo3aMOXHOCTH Me-
tomoB. [lokazanms. Orpanmuenus. MaTepmperarys
PE3yJIBTaTOB aHAIN3A.

10

TyKbIM KyallaraH jkoHe Tya
OITKEH MMaToJIOTHsIIAphI Oap
HayKacTap/bl OHAITY JKOHE
JIHCITaHCepIICy

TyKpIM KyanaraH J>KOHE Tya OITKeH MaToNOrHsIa-
pbl Oap HayKacTapIpl OHAITY KOHE IHCIAHCEpIey
Mocenenepi. Haykacrtapra, onapablH oTOacTapbiHa,
TYFaH-TYbICTAPbIHA MEIUIINHAIBIK-TCHCTHKAIBIK JKOp-
IeM Kepcery. XpOMOCOMANBIK MaTOJOTHsIIapsl 0ap
HayKacTap[pl OHAJTy Oarmapiamachl. TYKbIM Kyaia-
FaH ITaTOJNOrHsuIaphl 0ap OTOACKIHA MCHXOIOTHSUIIBIK
xopaem kepcery. TYKbIM KyalaraH IaTOJOTHsIIaphl
Oap Oananap/ibl OHAITYABI YHBIMIACTBIPY.

JlamyabIH Tya GiTKeH aKayJapbl MeH TYKbIM KyaJaFaH aypy/iapbIHbIH
NPeHATAJIBIK IHaTHOCTHKACHI

CoBpeMEeHHbIE METO/IbI JIHa-
THOCTUKH HACIIEACTBEHHBIX
Oose3Heit 0OMeHa BEleCTB

COBpeMCHHbIC METOAbI AMATHOCTHUKU HACJICACTBCHHBIX
Oonesnell oOMeHa BemecTB. Macc-CIEKTPOMETPHSI.
Bo03MOXHOCTH Macc-CIeKTPOMETPUU B TUATHOCTHKE
HACJICACTBCHHBIX Ooyie3Hell oOMeHa BemecTB. Iloka-
3anust. Orpanuuenusi. MHTeprperalus pe3yabTaroB
aHaJm3a.

TyKbIM KyallaraH 5koHE Tya
OITKEH MaToJIOTUSIIaPIbIH
TeHETUKAJIBIK CKPHHUHT'1

IeneTukanblk CKpUHUHT uzpeosorusacsl. JKyprizyaig
Heri3ri carbutapbl. JKYKTi olieniep MEH »aHa TybIIFaH
HopecTellepAl TEKCePYIiH CKPUHUHI OaFiapiamachl.
I'eHeTHKAIIBIK CKPHHITI YHBIMIACTHIPY. | €HeTHKAIIBIK
CKPUHHUHTTI )KYPri3yre apHalFaH XalbIKapabIK CTaH-
naprrap. [eHeTHKanbIK CKpUHUHT dictepi. JKyprisy
Mep3imi. CKpHHUHT THIMIUTITIH Oaraay.

86

Jlamy/ibiH Tya OiTKeH
aKayJIapbIHBIH )KOHE TYKBIM

[IpeHaranblK JHATHOCTUKAHBIH HMHBA3MSIIBIK JKOHE
MHBA3MUIBIK EMEC dJIiCTepi, KOpCceTiMAepl MEH KYp-
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KyaJlaraH aypylapablH
MIPEHATaJIbIK TUarHOCTH-
Kachl

ri3y skargainmapel. 1 jxoHe 2 TpuUMecTpiepAiH Ouo-
XUMUSUIIBIK CKPUHUHTL. XpOMOCOMAIIBIK JKoHE Tya OiT-
KEeH MaTOJIOTUsIap/IblH YIBTPAAbIObICTBIK CKPHU-HUHII.
I'eneTukanblk Kayil-Karep TonTapblH Kypy. KomOu-
HAIMSUIAaHFaH, MHTETPANIbIK, KOHTHHTCHTTIK T'eHETH-
KaJIBIK CKPUHUHTTEP. APTHIKIIBUIBIFE, MIEK-TETYi.

VnbTpaibIObICTHIK,
TeHETUKAJIBIK CKPUHUHL.
JlaMynbIK Tya OiTKEH
aKayJapbIHbIH
[IPeHAaTaJIbIK
YABTPaABbIOBICTBIK 1UATHO-
CTHKACHI

JKYKTIMIKTIH OpTYpial Mep3iMiHIEri XPOMOCOMAIIBIK
JKOHE MOHOTCHJIIK TIaTOJIOTHSUIAPBIH MapKepIIepiH
YABTPAABIOBICTHIK 3€PTTEyY JKOHE ONApIBIH MaHbI3bL.
Imreri  Hopecrenepmeri  XpoMOCOMANbIK  aypy-
JIapIblH JUAarHOCTHKACHl YIIIH iIUTEri HOpPECTeHIH
JKAFaJblK KEHICTIIIHIH KaJBIHABIFBI MEH MYPBIH
cyderi y3bIHIbIFBIHBIH ~ MaHb3bl. OHXK, Tipek-
KUMBIT aIIapaThblHBIH, HECEI-KBIHBIC KYHECIHIH,
KYPEKTIH Tya OITKeH aKaymTapbIHBIH koHe T.0. JTA
YABTPANBIOBICTHIK AMATHOCTHKACHL KypcakTarbl HO-
PECTEHIH eIyiHJeTi yIbTPaabIObICTHIK IMarHOCTHKA
npuHinrepi. XKykri oifenepai xKyprizy TaKTHKACHI.
Trreri HopecTe aypysapbIHBIH 3X0TpaQUsIIBIK UATHO-
CTHKACBIH OTKI3y MPHUHIUITEPI.

[pepbiBanue OGepemeH-
HOCTH 0 TeHETHYECKUM
MOKa3aHus U BepUUKALHSI
nuarnosa. Pabora npena-
TaJILHOTO KOHCHJINYMa

IpepbiBarre OEpPEeMEHHOCTH MO TEHETHYSCKUM MTOKa-
3anuss. HOpMaTHBHO-MIPABOBBIE aKThl, PEIIAMEHTHPY-
OlIME TIPEePhIBAHIE OEPEMEHHOCTH 0 TEHETHUSCKIM
nokazanusM. [TokazaHus JUTs npepbiBaHusT OepeMeH-
HOCTH TI0 T€HETHYECKUM IMpHYHHAM. Bepudukarms
nuarnosa. Pabora mpenatangpHOro KoHcmimyma. OT-
YeTHBIC (POPMBI.

Pacuer appexruBHOCTH
MpeHaTaIbHON AMarHOCTH-
KM BPOJKIECHHOU M Haclel-
CTBEHHOI naroyioruu

BuyTpu u MexiaboparopHbiii KOHTpOJb. OIeHKa
KauecTBa M 3(P(EKTUBHOCTH J1abOpaTOpuu TpeHa-
TajJbHOM JUAarHOCTHKHM. Pacuer OCHOBHBIX IIOKa-
3aTejiei: KOJIMYECTBO JIOKHO-TIOJOKUTEIBHBIX U
JIOKHO-OTPHUIIATENbHBIX  PE3yJbTaToOB, IIOKa3aTelb
YYBCTBUTEIBHOCTH. AHAIIU3 MPOIYHICHHBIX CIy4aeB
pOXJAEHUs AeTel C XpPOMOCOMHOH IaTOJOTHEH, Jie-
(hexTamMu HeBpaNbHOU TPYOKH, JIETAIbHBIMU ITOPOKa-
MH U JIp.

JlnarnocTuka, JiedeHue ¥ Npo(puIaKTHKA HACIEACTBEHHOM H BPOKICHHOM

nmaTroJIoruv

[Ipenaranabik
JIMAarHOCTUKAHBIH
WHBA3MSUIBIK OflicTepi

XpoMOCOMaJIBIK KOHE MOHOTEH/IIK TaTOJIOTHSIIAP/IbIH
MPEHATAN/IBIK WHBAa3HMsUIBIK JMAarHOCTUKAchl. VIHBa-
3USAJIBIK JIMATHOCTUKAHBIH OPTYPJl QIICTEPIH OTKi3y
Mep3imzepi. XOpUOH OHOINCHSCH], IUIALIEHTOLEHTES,
AMHUOLEHTE3 KOHE KOPJOLEHTE3.

JKYKTUTIKTIH 9pTYpii Mep3iMiHIEe HHBAa3HsUIBIK ic-
mrapaixap/pl OTKi3y oxicremernepi. ¥ PBIKTHIK MaTepH-
angapsl oHJIeY aaicTepi (KapHOTUIITEY, MOJIEKYIIAIBIK-
TCHETHKAJIBIK, OMOXUMUSUIBIK dJIiCTEp )KOHE T.0.).
TykpIM KyajaraH MaTOJIOTHSIAPABIH HHBA3HSIIBIK
JIMAarHOCTUKACBIHA JKYKTi oWenji OarpiTTay Kepce-
TimMaepi. JIMarHOCTUKAHBIH WHBA3HSJIBIK OJICIHIH
Kapchl KepceTiMmIepi MEH acKbHylapbl. I1HBa3us-
JIBIK TPEHaTaNbIK JUArHOCTUKAHBIH OpTYPJi 9dJic-
TepiH OTKi3y MYMKIHIIIIIKTEpi MeH mekrenyi. Jluar-
HOCTUKAHBIH MHBA3USUIBIK O/ICIHIH THIMJIIIT.

Bp100p MHIMBH Y aTBHOM
TaKTHKHU JIedeHus U mpodu-
JIAKTUKH HACJIEACTBEHHbIX
Gonesnei

Bb160Op MHIMBUIYaIbHON TAKTHKA JICUCHUSI B 3aBHU-
CHMOCTH OT THIIa HACJICACTBCHHOM NaTOJIOTHH | (hap-
MaKOTCHETHYECKON PEaKIM{ OpraHu3Ma WHIMBHUIA.
Metoapl IpoUIAKTHKN HACIIEACTBEHHBIX OOJIC3HEH.
IIpodunakTiika HACIEACTBEHHOM MATOJIOTUH TPH Te-
TCPO3UTI'OTHOM HOCUTEJIBCTBEC. Hepl/IKOHLleHLlI/IOHHaH
npoduIIaKTHKa BPOXKICHHBIX TOPOKOB PAa3BUTHSI.

MornexynspHo-
TeHeTHYeCcKasl TMarHoCTHKa
MOHOI'CHHOU 1 IOJINT€HHOMN
MaToOJIOTUH

MonekynsipHO-reHeTH4ecKasi JAMarHOCTUKAa MOHO-
TeHHOM M MOJIMI'eHHO# maronoruu. Bujasl. OCHOBHBIE
metonsl. [lokazanns. Bo3aMoXHOCTH W OTpaHHYEHUS
METOJIOB.

JleyeHne HacIeCTBEHHbIX
HapyIIeHUH MeTabonu3Ma

JleyeHune HACTEICTBEHHBIX HAPYIICHUH MeTaboIn3Ma.
[Mpunuune! neueHus. Buapl neuenus. Pacyer jedel-
HOTO ITUTAaHU.

[Ipenaranmpik
JIMarHOCTHKAIarhl JKaHa
OarbITTap

[peHaranaplK IHATHOCTUKAIAFbl JKaHA OarbITTap.
XpOMOCOMAITBIK ATOJIOTHSIIAPABIH, aKYIICPHSIAFbI
ACKBIHYJIAP/IBIH, PEIKIAMIICHS TaMyBIHIaFbl Kayill-
KaTep/iiH, Mep3iMiHeH OypbiH OOCaHyabIH, | THUNTI
KAaHTTBI JUa0eT Ke3iHJeri IITeri HOpecTe Makpoco-
MUSICBIHBIH JKaHa OMOXUMUSUIIBIK Mapkepiepi. [mreri

I/IHTepHpeTaHHﬂ UTOI'CHE-
TUYCCKUX U MOJICKYJISIPHO-
OUTOICHECTUYCCKUX
aHalIn30B

BI/II[I)I HOUTOICHCTUYCCKUX u MOJICKYJIAPHO-
MUTOIrCHECTUYCCKUX aHaJIM30B. I/IHTepnpeTauI/m ou-
TOTCHCTUYCCKUX U MOJICKYJISIPHO-IIUTOICHETHUYICCKUX
aHaJIn30B.

[Mpodunakrrka Hace-
CTBEHHOM IMaTOJIOTUH

IIpodunakTika HACIIEJACTBCHHOW MATOJOTHU. BHbI
npoduakTuky. [IepuKOHIETIINOHHAS TPOPIIAKTHKA
BPOKJICHHBIX IOPOKOB Pa3BUTHSI.
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[Tporpamma ob6cie0BaHMS

IIporpamma reHeTH4eckoro oOcienoBaHUsS peOeHKa

HOpECTE XPOMOCOMAJIBIK IaTOJIOTUANIAPBIHBIH JKaHa
YABTPaabIOBICTHIK MapKepIiepi.

[Ipenaranabik
JIMarHOCTUKAHBIH
TUIMILIIT

[IpenaranablK AMArHOCTUKAHBIH THiMIUTIr. Herisri
KOPCETKIIITepi, Ce3IMTalbIFbl, AHBIKTBUIBIFBI, Kall-
FaH-OH HOTIDKeNepiHiH canbl. [IpeHaTanablk quarsoc-
THKaHBIH SPTYPIIi 9AiCTEPiH calbICThIpy. [IpeHaranpik
WHBA3MSUIBIK TUATHOCTHKA OPTYPIIi 9MICTEPIHIH THIM-
JUTiT.

TYKBIM KyaJaraH sKHe T

ya 0iTKeH MaToJIOrHsLIApAbIH IHATHOCTHKACHI, eMi
JKOHE NMPOPUIAKTUKACHI

TyKbIM KyallaFaH jKoHE
Tya OiTKEH MaToJ0TrHs-
JIapAbl eMACY/IH Ka3ipri

TyKbIM KyallaFaH MaTOJOTHsIIAp/Abl eMJICYIIH HEri3ri
MPUHIUNTEPI. DTUOIOTHSIIBIK M. [ eHJIIK HHKCHEPITIK
omicrep. TYKbIM KyaiaFaH ITaTOJOTHSUIAPIBIH I1aTO-
TEHE3/MIK eMi. 3aT alMacylblH TYKbIM KyalaraH ay-
pyJIapblH eMIOMMEH eMzey NpHHIHUOTEpi. TYKbIM

MPUHLHUNTEP] .
KyaJlaFaH TMaTOJOTHSIIAP/IBIH CHMIITOMATHKAIBIK €Mi.
MyMKIHIIITIKTEpl MEH HIEKTeIyIepi.
MoHOTeHIIK  aypyJiap Ke3iHJeri MyTalusuiapIbiy
MOJIEKYJIAIBIK-TEHETHKAIBIK JUArHOCTHKACH TPHH-
. munrepi. Typa xoHe )KaHaMa AUarHoCTHKAChl. DeHmI-
Monorerix KeTOHp I/Iﬂiﬁ JbIH, MYKOBHCIMAO3IbIH, JlfolIeHH
JKOHE TIOJIMTCHIIIK P PABIH, ~ MYy ’
- Bexkep MHOTHCTPOQHIAPBIHEIH JKOHE T.0 MaTolo-
MaTOJNIOTHSITAPIBIH

Ka3ipri MOJICKYJIaJIbIK-
TeHETUKAJIBIK THarHOCTH-
Kachbl

TUsIapAblH, MOJIEKYJIaIbIK-T€HETUKAIBIK JAUarHOCTHU-
Kachl. AHAJIM3/1 KOTO.

MynbTuhaKTOpIBIK, MOMUTEHIIK aypynap Ke3iHJeri
TYKBIM KyajayFa OeHiMIUIIrH aHbIKTAYy TPUHIUITEPI.
KanTThl 1nabeTke, OHOKJIOTHSUIIBIK aypyJiapFa, KypeK-
TaMbIp MATOJIOTHsIApbIHA OCiiM TeHIep.

MeTabonn3MHIH TYKBIM
KyasaraH Oy3bUIBICTapbIH
emey

MeTabonu3MHIH TYKBIM KyaslaFaH OY3bUIBICTAPBIH €M-
ney oxictepi. DeHUIKETOYpHUsiHBI eMey. EmMmommen
emjiey: TPUHIIMITEPI, HAyKACTBIH JKachlHA OaiiaHbl-
CThl TaMaKTaHJABIPYIbl ecentey. Emai Oacray »xoHe
asikray. EM Mo3ipiH KypacTeipy npuHIUNTEpi. EMIik
npernapartap KoHe OJIapIblH CHITaTTaMachl. EMpoMMeH
eMJIey THIMIUTITI.

7 | pebOenka npu 3a0oneBaHusX | mnpu 3a0oneBaHusX KoxH. OCHOBHBIE METO[bI, TOKa-
KOXH 3aHUs, BOBMOXKHOCTU U OTPAaHUYECHHUS.
I'eHoM yenoBeka W MOJEKYJISIpHAs MeAUIMHA. MeTo-
I'eHOM YeoBeKa 1 MOJIEKY-
8 IIbl WCCIEIOBaHUs TeHOMa dYeloBeka. [lpukiamHoe
JSIpHAsT MEAMIFHA
3HAYCHHE.
[TpuHUMTIBI TUETOTEpanuy MIPU HACIEICTBEHHBIX 00-
[TpuHIUIBL AUETOTEpanuu
Je3HAX OOMeHa BelecTB. JlueToTepanuu IpH Hapy-
9 | Ipu HacJIEeACTBEHHBIX 00-
HICHUSIX AMHHOKHCIIOTHOTO 0OMEHa, OOMEHa YIJIeBO-
JIe3HAX 0OMEHa BEILeCTB
JIOB, )KMPHBIX KUCJIOT U Jp.
[Iporpammel peabuuTanum
. | IIporpammbl peabunuraiuu OOJBHBIX C XPOMOCOM-
10 | GOJIBHBIX ¢ XPOMOCOMHOMN N o
N HOM marosoruei.
MaToNIOTHeR
IIpenaTajnbHas TMATHOCTHKA BPOKIEHHBIX NOPOKOB Pa3BUTHSA U
HaCJIe/ICTBEHHBIX 0oJ1e3Hel
Opranuzanus paOoTel 1a- | PernoHansHble OCOOCHHOCTH OpraHu3alys Jiaboparo-
1 | Goparopuu nMpeHaTalbHONH | pHHU NIPEHATAIBLHOW IMarHOCTHKH B pernoHe. TpaHcmop-
JIMarHOCTUKH B PETUOHE THPOBKa 00Pa3LOB, YCIOBHUS XpaHEHHS MaTepyaia U T.11.
HopmatuBHo-11paBoBbIe
HopmaruBHo-11paBoBble  aKThl pENIaMEHTUPYIOLIHE
AKThl peIaMEHTUPYIOLIHE
2 I0OrbaMMY TeHeTHaeckoro | PPCTPAMMY TEHETHIECKOrO CKPHHIHIA B PK. IIpuka3
Porpanitty Ne 140, 124 1 125.
ckpuHuHra B PK
Broxummdeckne MapKkepbl XpOMOCOMHOM MaTOJIOTHH
1 TpumecTpa: TIa3MEHHBI acCOMMPOBAHHEIH ¢ Oe-
bruoxuMudeckre Mapkepbl | pPEMEHHOCTBIO OelloK A, B-cyObeMHHUIIA XOPHOHHYE-
3 | XpOMOCOMHOI1 arojoruu 1 | CKOro roHaJOTPOMHHA YeNIOBeYecKoro. MHruouH-A,
TpHUMecTpa KaK MapKep XpOMOCOMHOM MAaTOJOTHH BHYTPHYTPOO-
Horo mioza. [ToctanoBka MDA ananuza. Hegocrarku
Y IIPEUMYILECTBA.
Buoxumuyeckue Mapkepbl XpOMOCOMHOM MaTOJIOTHU
buoxumudeckue Mapkepbl |2 TpumecTtpa: anbda-peronporeuH, B-cyObenuHuIa
4 | XpOMOCOMHOM MaTOJOIuy 2 | XOPUOHUYECKOIO FOHAJI0TPONKHA YEI0BEYECKOro, He-
TpUMeCTpa KOHBIOTHPOBaHHEIH dcTpuoi. [loctanoBka MDA ana-
nmu3a. Hemocratky n nmpenmyInecTsa.
. MeToapl WHBAa3WBHON MpPEHATATBHON JUATHOCTHKHU
MeTonbl MHBa3UBHOH TIpe- .
. XPOMOCOMHOH Tarojoruu Ioxa. IlokazaHus uis
HaTaJIbHOM AMAarHOCTHKH . .
5 WHBA3MBHON NpEHATaJIbHOM JAMarHOCTUKU. Bunel,

XPOMOCOMHOM MaTOJIOTUH
mwiona

MCETOAbI MPOBECACHUS. BOSMO)KHOCTI/I, OrpaHUY4CHUA,
OCJIO’)KHCHUS U IPOTUBOIIOKAa3aHUs.

84

TyKpIM KyaaraH maTo-
JIOTUsUIApAbl AJLABIH ATy
JKYHeciHzieri JaMyabi
Tya OiTKEH aKayJlapbIHbIH
MOHHUTOPHUHT1

JTA MOHUTOpHHTI — Tya OITKEH NaTOJOTHSIIAP/IbI
aJTFanil ajyIbiH any ojictepi. JITA MOHUTOPHHT d1icTepi.
OpTYpIi enjepaeri MOHUTOPUHT TaxipuOenepi. Tya
Oaiima OoJFaH KOHE TYKbIM KyallaFaH MaTOJIOTHS-
JIap Ti3iMi, XKYMBIC icTey MPUHLUNTEP], KYMBIC icTey
Hotwkenepi. Kazakcran PecnyOnukachiHblH ¥ ITTHIK
TeHETUKAJIBIK PETHCTPI.
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TyKbIM KyallaraH jKoHE Tya
OITKEH MaToNIOTUSIIap/IbIH
PO UIAKTHUKACKI

TyKbIM KyajiaraH jKOHE Tya OIiTKEH MaTOJOTHSUIAP/IbIH
npodUIakTHKa o/icTepi. AJFAIIKbl JKOHE EKiHIII
perTeri npoUIaKTHKa, OTKi3y TOCLLAEP] MEH 9AICTEPI.
JamynslH Tya OiTKeH aKayJapblHBIH —IEPUKOH-
LETISITBIK TPOQHITaKTHKACHL.

KJ'[HHI/IK&J'[])IK HUTOr¢HETHKA

Xpomocomanap/biH Kazipri
HOMEHKJIATypachl

Xpomocomanapasl Oipinrail 005y MOP(OJIOTHACHI,
TOITBIK JKOHE JKeKe NICHTH(OUKALUACHL, eKIHIII PeTTer]
TapTBULYbI XKAHE CepikTepi. XpoMocoMaIapas capaiay
yuIis 6osty Mopdosoruscel, 005y opicTepi, xKeke UIeH-
TUGUKALMACKL MEH XpOCOMallap/blH CErMEHTTEPiH
6enriney. KanblnThl XpOMOCOMAIIBIK IHOIUMOPGU3M,
OHBbIH TaOUFaThl MEH MOHI. XpPOMOCOMAIBIK Oy3bl-
JBICTap/BIH Ka31pri HOMEHKIATyPAcCHL.

MCTO,JILI JUarHoCTUKU

MCTOZU)I JAUArHOCTUKNU XPOMOCOMHBIX MHUKPOICIIC-
IMHUOHHBIX CI/IHI[pOMOB.COBpeMCHHI)IC MUTOICHETHUYC-
CKUE€ U MOJICKYJISAPHO-IIUTOICHCTHUICCKUX METObI B

XpomMocoManapabl
3epTTEYIiH Ka3ipri omicTepi

XpomocoManap/isl 3epTTeyIiH Ka3ipri oaictepi: mpo-
Metadazanslk aHanus, FISH, aBropamamnorpadusibik
3epITey, XPOMOCOMAa-CPEKIICTIKTI YKOHE alMaKThIK-
CpEKIICIIKTI MOJICKYJaNIbIK 30HATAp OHE Oacka.
OJiCcTepiH aHBIKTaMachl )KoHE MOHI. XPOMOCOMAJIBIK
aypysap, OHKOJIOTHSUIBIK aypyfiap JKOHE JICHKO3IBIH
keit0ip Gopmanapsl YIIiH MaHbI3bL.

DOMOPHOHABIK TaMYIIBIH
LIUTOT€HETUKACHI

ANaMHBIH XPOMOCOMAIIBIK JKOHE TSHOMIBIK My-
TanusUIapbl.  TunrTepi, JKUUTTT JkoHe maiina 0oy
cebenrepi. ¥PBIK JKacylIaJapbIHIarbl MyTalusuiap.
DOMOPHOHIBIK JaMyIbIH LUTOTEHETHKACHl Typajbl
Ka3ipri TaHJarbl TYCIHIKTEp. DMOPHOHIBIK TaMy/Ibl
3epTTeyle KOJ-JaHbUIATHIH LUTOTCHETHKANBIK JKOHE
MOJIEKYJIANIBIK-IIUTOT€HETHKAJIBIK 9icTep. AlaMIarsl
oiMre oKeneTiH (akTop PeTiHAEri XPOMOCOMAbIK
ncOanaHc: ©3iriHeH TYCiK TacTay jkoHe OaslaHbIH eJli
TYBUTYBI Ke31H/ETi XPOMOCOMAJIBIK OY3bUIBICTAP.

MeauMunHAJIBIK FeHeTHKA JKIHe KOFaM ACHCAYJIbIFbI

TyKpIM Kyanaran

JKoHE OITKEH MaToIo-
THSUTapAbl ANJBIH ATy
KYHECIH/IET] 1aMy/IbIH
Tya OITKEH aKayJapbIHbIH
MOHHUTOPHHT1

JITAMOHUTOPHHT1—Tya0iTKEH TATOJIOT HsLIIAP bl AJTFalll
aieiH any oaicrepi. JITA MOHUTOpUHTIICY dicTEpi.
Oprypii enaepaeri MOHHUTOPUHT Takipubenepi. Tya
Oaiija OONFaH JKOHE TYKBIM KyaJaraH MaroJOTHsI-
JIap Ti3iMi, KYMBIC iCTEY TPUHIMITEP], HKYMBIC icTEy
HOTHKENepi.

Kazakcran
Pecny0iaMKachIHBIH YJITTBIK
FEeHETHKAJIBIK Ti31Mi

Kazakcran PecryOnMKachIHbIH YJITTBIK I'€HETUKAJbIK
Ti3IMiHIH Makcarbl MeH MinzaerTepi. Kypbuibimbl. XKy-
MBIC icTey HoTHKenepi. Herisri kepceTkimTepitin

11 | XpOMOCOMHBIX MUKpOJIEJIe- | JUarHOCTHKE HaCJeICTBEHHBIX Oose3Heid. OCHOBBI
LIUOHHBIX CUHJIPOMOB MeTonuku. BosmokHocTH, orpanudeHus. OCHOBHBIC
MTOKa3aHMsl JUIsl UCHOJIB30BAHMSI METOJIOB B KIIMHHYE-
CKOU TEHETHKE.
T'eneTnueckunii macmopT, Kak METOA MPEBEHTHUBHON Me-
JULUHLL. BBISBICHUE TeTepO3UrOTHOTO HOCUTEILCTBA
. Han0oJIee YaCThIX U PACIIPOCTPAHEHHBIX MOHOTEHHBIX
I'enetnueckuii nacnopr, N
12 | xax MeTox peBeHTHBHOI Oosie3Hell. [eHBI MpenpacnoNoKeHHOCTH K MyITB-
IO— TU(AKTOPUAIBHBIM ~ 3a00JIeBaHUSAM. | @HETHYECKUH
MacropT JUIsl BBISBICHHS IPEIPACIIOIIOKEHHOCTH K
AKyIIEPCKUM OCJIOKHEHHSM, CEpJCYHO-COCYUCTON
M1aTOJIOTHH, OHKOJIOTHYECKUM 3a00JIEBaHUSAM U JIP.
HacuiiencTBeHHbIe §0J1€3HH U MeJUKO-TeHEeTHYECKAsl IOMOIIb HACEIEHUI0
OCHOBBI OpraHHM3alMu I'eHETHYECKOH Ciy:kObl B Pe-
Opranuzanus paboThl cnyoOnuke KazaxcraH B 1[eJIOM M pervoHax. YpOBHHU
1 | MEIMKO-TeHETHYECKON KOH- | OpraHU3aIllui MEIUKO-TeHETHYECKOH ciry)Obl. [lenu u
CyJIbTalluu B PETUOHC 3aJa4u pEruoHaJIbHOIO YpPOBHA. OT‘lCTHaH JAOKYMCH-
TaIysl.
OpraHuzanusi MEAUKO-TEHETHYECKOTO KOHCYJIBTHPO-
PernonasnbHble MPUHIMIBL | BaHUS B PETHOHE, OPraHM3alysl HUTOTCHETHYECKOH
2 | MEMKO-TeHETHIECKOTO CITyOBI B perroHe. PernonanbpHblie pa3inyus OpraHu-
KOHCYJIETHPOBaHHS 3aIH MEJUKO-TeHETHIECKOI KOHCYIBTAlUH U TIPODH-
JAKTUKH HACJIEICTBEHHON M BPOXKJICHHOW NaTOJIOTHH.
[Tporpamma o6cnenoBanust | [IporpamMma reHeTHYecKOro oOcCienoBaHUs peOeHKa
3 | peOeHKa NpH 3aJIEPIKKE npu 3a/iepkke pa3BuThs. OCHOBHBIC METO/IbI, TOKA3a-
(1)I/I3I/l‘ieCKOFO pa3BUTHA HUs, BOBMOXHOCTHU U OI'paHUYCHUS.
JuarHocruka penunkero- | JlnarHocrtuka (PeHUIKETOHYPUH B IIPOrpaMMe HEOHa-
4 | HypuH B IpOrpaMMe HEOHa- | TAJIbHOIO CKPUHHHIA. AJITOPUTM BEIEHHUS HOBOPOXK-
TaJBHOTO CKPUHHHTA JICHHOTO.
JlmarnocTtrka BpoXKJEHHOTO | J[MarHoCcTHKa BPOXKICHHOTO THIIOTHPE03a B IIPOTPaM-
5 | rumotupeosa B mporpaMMe | M€ HEOHATAIBHOTO CKPHHHUHTA. AJITOPHUTM BEICHUS
HEOHATaJIbHOTO CKPUHUHTA | HOBOPOXKJIECHHOTO.
[Iporpamma obcnenoBanust | [IporpamMma reHeTH4ecKoro oOcienoBaHUs peOeHKa
6 peOeHKa Ipy BPOXKACHHBIX | TIPU BPOXKICHHBIX Ae(opManusix KOCTHO-MBIIICYHOH

nedopManusx KOCTHO-
MBIIIEYHOM CHCTEMBI

cucteMbl. OCHOBHBIC METOKI, IIOKa3aHuA, BO3BMOXHO-
CTU U OIrpaHUYCHUS.
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Cunzapom dero-peranbHoi

T'enernueckue acnekTsl cUHIpoMa (eTo-(eranbHOM

nUHaMuKachl: skainbl Kasakcran PecryOnmkacsl MeH
JKEKe eHIpiepleri Tya OITKEH akayiap >KHULIIri, KaTay
ecenreri Tya OiTKeH axaynap >kuiniri, Jlayn cunapo-
MBIHBIH, JKHIIT.

3arTap asMacybIHBIH TYKBIM KyaJaFaH aypyJapbl

3arTap aaMacybIHbIH
TYKBIM KyaJaraH aypy-
Jlapbl: aMUHKBIIIKBLIbI
AJIMaCybIHBIH
Oy3bLIBICTapbI

3aTTap anMacybIHBIH TYKBIM KyalaFaH aypynapsl:
AMUHKBIIIKBITBI  aIMacybIHBIH ~ Oy3bUTbICTaphl. EH
KeH TapajfaH aMUHOALUAONAaTHsIap. DTHOJIOTHACHL.
IMarorenesi. Heri3ri kiaMHUKaNbIK KepiHicTepi. [ua-
rHoctuka aaicrepi. Emi. @eHunkeTanypusiHbl aniblH
aJty 9JIici peTiHeri HeOHATAIBIK CKPUHHHT .

3arTap anmacybIHbIH
TYKBIM KyaJlaraH aypyJia-

3arTap anMacybIHBIH TYKbIM KyajlaraH aypysiapbl: Maii-
Jap anMacybIHbIH Oy3buibicTapbl. EH KeH TapairaH

2 Tpatchy3mm TpaHcdy3uu. Bunel dero-deranbHoil TpaHchy3uu.
p Y MeaMKO-reHeTH4eCKOe KOHCYIBTHPOBAHHE.
I'eHeTnyeckuii CKpUHUHT .
leHeTnveckuii CKPHHUHT OEpEeMEHHBIX, KaK METOJ
OepeMeHHBIX, KaK METO] .
3 npoUIAKTHKH 1e(PEeKTOB HEBpalibHOH TpyOku. Cpo-
popHIaKTHKH 1e(EKTOB .
. KH TIPOBEJICHUS. AITOPUTM BeJIeHUS OEpEMEHHOH.
HEBPaJIbHOM TPyOKH
MeauKko-reHeTH4eCKoe KOHCYABTHpOBaHue npu do-
Menuko-reHeTH4ecKoe
JIAT3aBUCUMBIX BPOXKICHHBIX IMOPOKaX pa3sBUTHUSA. An-
KOHCYJIBTUPOBAHUE IIPU N
4 rOpUTM 00CIIeIoBaHus U BeneHus OepemenHoi. [1po-
(hoaT3aBUCUMBIX BPOXKICH-
¢unakTuKa (QosaT3aBUCUMbIX BPOXKIEHHBIX ITOPOKOB
HBIX ITOPOKAX Pa3BUTHSI.
pa3BUTHSL.
MonekymsipHo- MoneKyasIpHO-TEHETHUECKIE METOABI JIHATHOCTHKA
5 | reHeTHYecKHe METOMBI AMA- | MyKOBHCIMI03a. Bumel. Bo3amMoxxHOCTH W orpaHHde-
THOCTHUKH MYKOBHUCIIMJI03a | HHUE.
Pacuer nuerorepanuu mpu ®KVY y nereit no 1 roma
JKU3HU. Bo3pacTHbIe 0COOCHHOCTH COAEPkKAHUS aMU-
Pacuer nuerorepanuu npu
o HOKHUCJIOT, )KUPOB U APYI'MX KOMIIOHCHTOB B MUTAHUU
6 | OKVY y nereit o 1 rona
KU pebenka. Pacyer neyeOHoro nuranus. Beibop seqeo-
HOI'O MPOJYKTa AeTAM A0 | rona. AIrOpUTM BeCHUS
pebeHka.
Pacuer mmeroreparmu npu OKY y nmereit crapme 1
Pacyer nmuerorepanuu npu | roza XHU3HU. Bo3pacTHbIE 0COOEHHOCTH COAEPIKAHUS
7 | ®KY y nereii crapme 1 aMUHOKHCIIOT, )KHPOB M JPYTHX KOMIIOHEHTOB B TH-
roJia JKU3HU TaHuK peOceHka. Pacyer neyeOHOTrO nuTanus. Beioop
7e4eOHOTO MTPOAYKTa AETSIM crapiue 1 roxa.
IMporpamma reneruueckoro |IIporpamma reHeTH4eckoro oOCIEHOBaHUS CyIpY-
o0cejoBaHus CyIpyxKe- JKECKOM mapbl Npu OECIUIONUU ¥ HEBBIHAIIMBAHUH
8 | cxoif mapel pu OGecrioguy | 6epeMeHHOCTU. LlUToreHeTHYecKUe MCCIIeI0BaHMUs.
Y HEBbIHAIIMBAaHUM Oepe- MonexyasipHO-reHeTUueCK1e MeTobl. OCHOBHBIE 110-
MEHHOCTH Ka3aHUs U BOBMOXKHOCTH.
IMporpamma renernaeckoro | [Iporpamma reHeTHUECKOTO 00CIeIOBaHus peOeHKa C
9 obcnenoBanms pebeHka 3aJIepP’KKOI HEPBHO-TICHXUIECKOTO pa3BuUTHs. OCHOB-
C 3aJepPIKKOIl HEpBHO- HBIE METOJIbI, TOKa3aHUs, BOBMOKHOCTH U OTpaHHYe-
MICUXUYIECKOTO Pa3BUTHSI. HUSL.
IIporpamMma reHeTHYECKOro
IIporpamma reHeTuyeckoro odcienoBaHus pedeHKa ¢
o0cnenoBaHus pedeHKa ¢
10 HapyIICHUEM I10JI0BOrO pa3BUTUs. OCHOBHBIE METO-

HapyHaI€HUEM I10JIOBOTO
pa3BUTHS.

Abl, ITOKa3aHWsl, BOSBMOXHOCTHU U OI'paHUYCHUS.
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2 . aMHHOAIMIONATHSIIAP. DTHONOTHACHL. [laTorenesi.
PBI: Maiap anMacybIHbIH . - . .
Heri3sri knmuHUKaNBIK KepiHicTepi. Jnarnoctuka afic-
OY3BUIBICTAPBI . .
Tepi. Emi.
3.2 CemuHap/apbIH TAKbIPBINTBIK *KOCHAPbIHBIH YJIrici
Ne TakbIpbIObI Ma3myHbI
MenMuuHAIBIK T'eHeTHKA
MenuiuHaNBIK TeHETHKA dJIicTepi. OICTEep/iH aHbIK-
| MenuiuHaNbIK FTeHeTHKa | TaMachl oHe MoHi. JKanmbl cunarramacel. Konnany
onicrepi aiimMarbl. MeJMIMHATBIK TCHETHKA YVIIIH MaHbI3/IbI-
JTIBIFBI.
Xpomocoma BUIBIMBI  JKOHE OHBIH MOpPdoIo-
Xpomocomainap, P <¥P . pd
rusackl. CaHIBIK KOHE KYPBUIBIMIBIK KadTa KypbuTy
2 | KypbuUibIMBL. HoMeHKI1a-
VDACHL MACHTU(UKANMACHIHIAFBl MaHBI3Bl.  XPOMOCOMAIIBIK
P OY3bUIBICTAP/IBIH Ka3ipri HOMEHKJIATYPAChIHBIH HETi31.
TyKpIM ~KyaJaylIbUIBIK —THUNTEPiHIH CHIIATTaMAackhl.
TyKpIM Kyanaran
AzaM TYKbIM KyajaraH HaTOJOTHSIAPBIHBIH TYKbIM
3 | matonorusIapAbIH TYKBIM . .. L.
. KyaJJauTbIH TUIOTEPIHIH HET13I'lT aubIpMalllbUIBbIK C€PEK-
KyaJiayIbLIbIK TUIITEP] . .
HIeJIKTEepi.
TykpIM KyajaraH aypylap CHUMIOTOMIApbl. TYKbIM
TyKbIM KyaliaraH aypy- ¥ Y ypyJap P ¥
KyaJlaFaH TaTOJIOTHsUIAP JMAarHO3bIH KOKOAFhl CIEIH-
Jap CUMIITOMIAPhI KOHE
(GUKAJIBIK CHMITOMIAP JKUBIHTBHIFBIHBIH —JTHAarHOC-
4 | cienn(UKAaJIBIK CUM-

OTOMAApP KUBIHTBIFBIHBIH
JUAarHO CTUKAJIBIK MOHI

THKAIBIK MOHI. CBIPTKBI TYp €pEKIIETIKTEpi, TYKbIM
KyaJlaFaH aypylap Ke3iHJIeri JaMyiblH MopdoreHe-
THKAJIBIK BAPHAHTTAPHI CIICKTPIICPIHIH SPEKIIeTIIri.

27




MeauiuHanbIK
TeHETHKAIaFrbl
MOMYJISLUSIIBIK-
CTaTUCTUKAJIBIK 9JIiCTEp

Maeko KallbIKTBIFBl OOMBIHINA HW30JISIMS  MOJENI.
Paiittein F-cTaTucTHKachl OOMBIHIIA H30HUMHUS dJIICI.

CKPUHUHIE, B JAMAarHOCTUKE HApyIIEHUH aMHHOKHC-
JIOTHOTO OOMEHa, JKUPHBIX KHUCIOT, IIypUHOB, MUPH-
MUIMHOB U 1p. [Ipumepsl aHanu3oB OonbHBIX. Paz-
00p, MHTEpITpETAIHS AHATU30B.

Xapau-BaitHOepr 3aHbl

Tomynsuusigarsl TeHIep TEe-TeH/IK 3aHbIHBIH aHBIK-
TaMachl, MOHI MEH MaHBI3bL. AJlaM MOMYJISALHSCHIHIAFbI
Xapau-BaitHOepr Teopusiblk OesyiHIeri KepiHicTep
MCH aybITKyJap.

MynbTH(aKTOPIBIK TYKBIM
KyaJlayIbLIbIK

MynbTH(haKTOPIBIK TYKBIM KyanaymbUibiK. Herisri cu-
narTamachl. DMIUPHSIIBIK Kayil-KaTep/i ecentey.

Bo3moxxHOCTH Macc-
CIIEKTPOMETPUU B HEOHA-
TaTbHOM CKPHUHHUHTE

Hcnonb3oBaHue Macc-ClIEKTPOMETPUM B HEOHATAlIb-
HOM CKPHUHHUHIC, B JUArHOCTHUKC HapyH_ICHI/II\/’I aMH-
HOKHMCIIOTHOTO OOMEHa, >KUPHBIX KHCIIOT, ITypHHOB,
NUPUMHUIUHOB U 1p. [Ipumepsl aHamM30B OONBHBIX.
Pazbop, naTepnperanns aHaIM30B.

ITHYECKHE H MpPaBOBbI€ OCHOBLI MeTUIMHCKOH reHeTUKHU

T¥KI)IM KyaJlaraH aToJio-
rusjiap CEMHUOTUKACHI

TyKbIM KyajiaraH MaToJoTUsuIap CEMUOTHKACHI. TYKbIM
KyajlaFaH oHe Tya OITKeH MaToJOTHsUIap/bIH HEri3ri
KIIMHHUKAJIBIK KOpiHiCTEepi.

TyxpIM Kyamaran

aypynap OoibIHIIIA
KOMITBIOTEPIIIK aHbIKTaMa-
JIMATHOCTHUKAJBIK KYyle
JKOHE JIepeKTep 0a3ackl

TykbIM KyasaraH aypynap OOWBIHIIA KOMITBIOTEPIIIK
aHBIKTaMa-IHarHOCTHKAIIBIK JKYHe JKOHE JepeKrep Oa-
3achl. JluarHocTukanslk OariapiaMaMeH KYMBIC ICTey
HPUHLUNTEP] XKOHE OJIapIblH TYKbIM KyaJlaFaH MaToJo-
rusijiap AUarHo3blH KOXOJarbl MaHbI3bI.

KianHuKaJIBIK FreHeTHKA

[IpuHIMIIBI 5TUKY U
JICOHTOJIOTUH B MEIUKO-
TEHETHYECKOH CITy:KOe

Otuyeckue MpoOIeMbl MEAMKO-TEHETHYECKOT0 KOH-
CYJIBTHPOBAHUS: PA3IMYHbIE BUIbI AUCKPUMUHALMH,
KOH(JIMKT IIpaB, NPOOIEMBI PAaCKPHITUS HHPOPMALHH,
TeHeTHYeCKHH JeTePMHUHHU3M, DasHUIA B KYIBTyp-
HBIX HOPMax MO OTHOIICHWIO K 3[0POBBIO. DTHUE-
CKHe TPHHIUIBI TeHETHIECKOTO KOHCYIBTHPOBAHHS.
INcuxomornueckoe U MCHXOCONMANBHOE HATIPABICHIE
MEJUKO-TEHETHIECKOTO KOHCYIbTUpOoBaHUA. OoOmue
YCIIOBHUS TSt TCHETUYECKOTO TECTUPOBAHHIS.

TyKbpIM KyallaraH
aypyJapIslH MeHIETIeeBTiK
€MEeC TYKBIM KyaJaybl.
T'eHOMIBIK MMIIPUHTHHT

aypynapbl

T'eHOM/IBI WMIIPUHTHHT JKOHE WMIIPUHTHHT aypylia-
pbl. DTHOJOTUACHL. Heri3ri KIMHUKAIBIK KOepiHicTepi.
¥Yprak yirid 6omKambl.

OTHYeCKUE U IPABOBLIE
aCIEKThbl IPepbIBAHNI
OEpEeMEHHOCTH T10 TCHETH-
YECKUM IOKa3aHUAM

DTHYeCKrne W TPABOBBIC ACTEKThI MpEPhIBAHUI Oe-
PEMEHHOCTH TI0 TeHEeTHYECKUM TMoKa3zaHusM. [Ipena-
TAJIbHBIA KOHCWJIMYM. Ba)XHOCTh NCHUXOJIOIrMYECKOU
TIOMOIIM CEeMbE TIPH TPEPHIBAHUN OEPEMEHHOCTH 110
TCHETUYCCKHIM ITOKA3aHUSIM.

TyKbIM KyaslaraH aypyJap
JIMarHOCTHKAChIHA
CHUHAPOMAJIIBIK KaJaM

XpOMOCOMAIIBIK MATOJOTHSIIAp JTUArHOCTUKACHIH IAFbI
crienn(pUKaIIBIK CUMIITOMIAP KUBIHTBIFBIHBIH MOHI
JKOHE MOHOTCHJIK YKOHE MYJIBTH(AKTOPIBIK 3THOJO-
rsuTbl 0acka Jja TYKbIM KyajlaraH CHHAPOMIAp JHarHo-
ctukacel. CHHIPOMAJIIBIK JUAarHO3bI KOO HeTi3l.

DTHUYECKHE aCIICKThI
MCIHUKO-I'CHETUYCCKOI'O
KOHCYJIBTUPOBAHUS 6epe-
MCHHBIX I'DYIIIBI BBICOKOT'O
TFEHETUYCCKOI'0 pruCKa

OTHYeCKrue BOIPOCHl MEIUKO-TeHETHUECKOro KOH-
CYJIBTUPOBaHUsI OEPEMEHHBIX TPYHIIbI BBHICOKOTO PH-
cKa. AJITOpUTM BeJeHHE OepeMEHHBIX U IMpeHaTajb-
Hasl IMarHOCTHKA B IPYINaX PUCKa B 3aBUCUMOCTH OT
BEJINYMHBI TEHETUYECKOTO PUCKA.

Tipek-KuMbLI
armaparbiHBIH TYKBIM
KyaJaraH aypyJiapsl
Ke3iH/Ie MeIUINHAIbIK-
TeHETUKAJIBIK KOHCYIIbTa-
LU JKYPTizy

Tipek-KUMBLI anmnapaTbiHbIH Tya OiTKEH aypyiapbl MCH
Oy3bUIBICTAPBl  KE3iHIC MEIUIHMHAIBIK-TCHETHKAIIBIK
KOHCYJIBTALIS JKYPri3y )KOHE CHHAPOMAIIIBIK JTHATHO3
KOO NMPUHLIUITEPI.

OTHYECKUE ACIIEKThI
MEIUKO-TEHETHIECKOIO
KOHCYJIBTUPOBaHUS IIPH Ha-
PYLIEHUSAX PENPOLYyKTUBHON
(dhyHKINHT

OTHyeckne BONPOCH MEAUKO-TEHETHYECKOTO KOH-
CYJABTHPOBAHUS IIPU HAPYLICHUSX PENpOLYKTHBHON
(yHkuuu. JIOHOPCTBO TMOJIOBBIX KJIETOK. Bcemomora-
TENbHBIE PENPONTYKTHBHBIE TEXHOJIOTHH.

IIpumepHoOe conep:kaHue KOMIIOHEHTA MO BHIOOPY

AKXBII-011 MEH JIeHe MMl
JIAMYBIHBIH TEXETY1
Ke31H/Ie MEUIUHAIIBIK-
TCHETHKAJIBIK KOHCYJIBTa-
LIUS JKYPrizy

AKBUI-OH MEH JleHe IilliMi JaMybIHBIH TEXeEIyl
KepiHicTepi 6ap TyKbIM KyajaraH aypyjnap Ke3iHzae
MEIUIHATBIK-TCHeTUKAIBIK KOHCYJIBTalUs JKYPrizy
KOHE CHHPOMANIBIK ANATHO3 KOO MIPUHITUITEDI.

AKTyaJ’lebIe BOITPOCHI MeIMUMHCKOI TeHeTUKHU

28

Kinnanueckue naToiioro-
aHaTOMHUYECKUE pa30opsl
B MEIMKO-TCHETUYECKOM

ciryxoe

KrnuHuyeckue mnaronoro-aHaTOMHYECKUE pa30ophl B
MEMKO-TeHeTHYeckol ciyxoe. L{enb, ocHOBHBIC 3a-
naur. BaxxHOCTh BepH(UKAIMHM TATOJIOr0-aHATOMH-
YECKOTO JINarHo3a JJis IporHo3a 3a0oicBaHus B Oyj1y-
meM. OCHOBHBIE MTPOOJIEMBI.
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MeauKo-reHeTHYeCKOE KOH-
CYIBTHPOBAHUE IIpU 3a00ie-
BaHUAX OOMEHA BELIECTB

TIpuHIUIBI MEIMKO-TeHETHYECKOTO KOHCYJIBTHPOBA-
HUS TIPU HACJICACTBEHHBIX HapylleHHAX oOMEeHa Be-
IECTB, NIPU CIEUUPUUECKUX CUMIITOMAX HapyIICHUN
MeTtabonmu3ma. AJTOpUTM  00CIIeNOBaHMSA, BEIEHHS
OOJIbHBIX.

JlaGopaTopHasi reHeTHKA

Heps-Oynmbiker
KYHeCiHIH TYKbIM
KyaJaraH aypyJapsbl
Ke3iHIe MeUIHHATBIK-
TeHETHKAIIBIK KOHCYJIBTa-
LIUS JKYPrizy

HepB-OyiimbIkeT KyHeciHIH TYKbIM KyajlaraH aypy-
Japel Ke3iHJe MEIMLMHAIBIK-TEeHETUKAIBIK KOHCYJIb-
Tanys JKYprizy JXKoHe CHHAPOMAIABIK TUAarHo3 KOO
MPUHIUTITEPI.

MeTonbl MONEKyYISPHO-
FCHETUYECKON TUAarHOCTUKHU
MOHOTEHHBIX OOJIe3HeH

MonekyaspHO-reHETUYECKHE METO/bl B JHAarHOCTH-
K€ HacJeACTBEHHBIX Oose3Hel. [IpuHIuIBI METOOB,
BO3MO>XHOCTH, OIrpaHUYCHUSA. TToxazanust JUIsL IPOBE-
JACHUS MOJICKYISIPHO-TCHCTUYCCKUX HCCIICAOBAHUS B
JMarHoCTUKE MOHOTEHHOM MaTOJIOTHUH.

JloHekep TiHHIH TYKbIM
KyaJaraH JUCIUIa3HsCHL.
Ke3iH/e MeIUIUHAIbIK-
TeHETHUKAIIBIK KOHCYIBTa-
LU JKYPTizy

JloHekep TiHHIH TYKBIM KyaJlaraH JUCIUIa3UsChl KE31HIe
MEANIMHAIBIK-TCHETHKAIBIK KOHCYJIBTALHs  KYPTi3y
YKOHE CHHPOMAJIJIBIK AMAarHO3 KO MPUHIIUIITEPI.

MerTozpl MOJIEKYISPHO-
TeHETHYECKON IMarHOCTHKH

MorneKkyIsipHO-TeHETHYECKUE METO/IbI B TUarHOCTHKE
MYIBTU(QAKTOPUAIBHBIX ~ 3a00meBanuil. [IpHHIMITBI
METO/IOB, BO3MOJKHOCTH, orpaHuueHus. lloxazaHus

Kemenai aypynapbt
Ke3iH/Ie MeIUIIMHAIIBIK-
TeHETHUKAJIBIK KOHCYIIBTa-
LIUS JKYPrizy

Kemenai aypynap Ke3iHae MeIUIMHATBIK-TeHETHKAITBIK
KOHCYJIBTallUsl JKYprizy mnpuHounrepi. Haykactapisr
TEKCEPY, KYPri3y aJropuTMi.

MYJIBTH()AKTOPHATLHBIX JUIS TIPOBEACHUS MOJICKYJSPHO-TCHETUYCCKHX HC-
3a00IeBaHUit CJICZIOBaHUSI B JIMATHOCTHKE MYJIBTH()AKTOPHATIBHBIX
0oJ1e3HEH.
Ienn, 3amaun, ocobeHHOCTH MeTona. Bo3mMoskHOCTH
CekBeHHpOBaHHE U orpaHuyeHus. [IpakTuyeckoe 3HaUCHHE JJIST MEIH-

LIMHCKOM U KJIMHUYECKON 'eHETUKH.

3arTap aaMacybIHBIH
aypynapbl Ke3iHJe
MEeULTHATIBIK-
TCHETHKAJIBIK KOHCYIIBTa-
LU JKYPTizy

3aTTap anMacysIHBIH TYKBIM KyanaFaH Oy3bUIBICTapEbI,
METOOOJIN3M OY3bUIBICTAPBIHBIH CHEIU(UKAIBIK CHM-
NTOMIAphl Ke3iHJe MEIUINHABIK-TeHETHKANBIK KOH-
CyabTauus Kyprizy npusiuntepi. Haykactapael Tek-
cepy, Kyprizy aliropurmi.

LluToreHeTHYECKU METO/I.
Kapuorunuposanue. Ana-
U3 XPOMOCOMHEIX abep-
parmit

Lurorenernueckuit  merox.  KapuorunmpoBaHue.
OCHOBHBIC 3Talbl MPOBEICHHUS. AHAIN3 XPOMOCOM-
HBIX abeppariuid.

3epTXaHaJIbIK reHeTHKA

MornexynspHo-
LMTOTCHETUYCCKUI METO/I.
Bo3MoXHOCTH B KIIMHUYE-
CKOH MEIULIHE

MonekynsipHO-IUTOTeHETUYECKU METOJl B JHWAarto-
CTHKE HACII/ICTBEHHBIX OoiesHeil. [IpuHiun meroxa,
BO3MO>KHOCTH, OIrpaHUYCHUSA. ITokazanus JUIsL TIPOBE-
JICHUSI MOJICKYJISIPHO-LIUTOTE€HETUYECKOTO UCCIIE0Ba-
HUs. BO3MOXKHOCTH B KIIMHUYECKOH MEIUIMHE.

MoOHOTeH/IIK aypyTapIbiH

TykpIM KyanaraH aypyjaap JHarHOCTHKACBIHIAFbI

broxumudeckuii reHeTHYC-
CKUUI CKPUHUHT

Bbuoxumuueckuii resernueckuii ckpuHUHL. Cpoku
nposeneHus. Lemn. 3amaun. Mertosr.

MOJICKYJIaJIbIK- MOJICKYJTaJIbIK-TEeHE THKAIIBIK amicrep. Oxuicrep
TCHETHKAJIBIK MPUHIUIITEP], MYMKIHIIUTIKTEPI, IeKTenyi. MOHOTeH/TiK
JIMArHOCTHKACHIHBIH aypysap JIATHOCTHUKACHIHIAFbI MOJICKYJTAIIBIK-
omicrepi TeHETHKAJIBIK 3€PTTEY/l OTKI3y KepceTiMaepi.

MyabTHHAKTOPIIBIK MyabTH(HAKTOPIBIK — aypylap IHACHOCTHKACHIHIAFBI

aypyJap/bIH MOJIEKY-
TaTBIK-TeHETUKAITBIK

MOJICKYJIAJIBIK-TEeHETHKAJIBIK O/icTep. OMICTep NpPHUH-
LUNTepi, MYMKIiHIITIKTepi, mekrenyi. Mynbrudak-

LluTrorereTnueckuii METO B
WHBA3UBHOH MpeHaTaIbHOM
JAUArHOCTUKE XPOMOCOMHBIX
HapylLIeHuil miona

I{urorenernuecknii METO, B MHBA3WBHOM MpeHATAIb-
HOW JMAarHOCTHKE XPOMOCOMHBIX HapyIIEHUH IJIofa.
OcobeHHocTH 00paboTKK Marepuala Ipu pa3IuIHbIX
METOaX MHBA3MBHOM AMAarHOCTUKU. buorcus xopuo-
Ha, TUIAIEHTOLIEHTE3, AMHHOIIGHTE3 M KOPJIOLIEHTE3.

JlmarHocTuKa HacIeACTBCH-
HBIX OoJie3Hel oOMeHa Me-
TOJIOM MacC-CIEKTPOMETPUHN

MaCC-CHeKTpOMeTpI/IHI CyIIHOCTb METOAA. Bosmox-
HOCTHU MacCC-CICKTPOMETPUN B JUATHOCTHKE HaAC-
JICACTBEHHBIX Oose3Heil oOMeHa BeniecTB. Mcrnonb-
30BaHUC MACC-CIICKTPOMETPUN B HEOHATAJIbHOM

JIAarHOCTHKACBHIHBIH TOPJIBIK aypynap AUArHOCTUKACBIHAFBI MOJEKYJIabIK-
auicTepi TeHETUKAJIBIK 3ePTTEYl OTKI3Y KOpceTiMIepi.
OJIiCTIH MaKcaThl, MIHACTTEpi, epekiienikrepi. Mywm-
CekBeHupIey KIHIITIKTEPl JKOHE IICKTeNyl. MeIUIHHAIBIK JKOHE
KIIMHUKAJIBIK TeHETHKA YIIIH TPaKTUKAIBIK MOHI.
IluToreHe THKAIBIK

onic. Kapuorurrey.
Xpomocomaibik abbepa-
UsIap aHaus3i

Hurorenerukansik oxic. Kapuortunrey. OTKi3yniH
HETi3ri  Ke3eHaepi. XpomMocoMalsblK —abOeparusiiap
aHau3i.
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Monexynansik-

LU TOTCHETHKAIIBIK
onic. KiimHuKansik
ME/IULMHAIAFbI
MYMKIHIIUTIKTED

TykbIM KyanaraH aypyjgap JUarHOCTHKACBIHIAFbI
MOJICKYTAIIBIK-I{ATOICHETUKAJIBIK dJ1iC. OMICTep MPUH-
HUNOTEpl, MYMKIHIIUTIKTEpl, mIiekTenyi. Momnekyna-
JIBIK-TEHETHKANBIK 3EPTTEYAl OTKI3y KepceTiMaepi.
KrnuHuKambIK MeTUIIMHAIAFB MYMKIHIIUTIKTED.

MynbsTudakropuansHOE Ha-
cliefloBaHNe

MynsrudakropuanbHoe HacnefnoBaHue. OCHOBHbIE
XapaKTepUCTUKU. PacyeT sMIUpUYECcKOro pucka.

CeMHOTHKA HACIIEICTBEH-
HOM I1aTOJIOTUN

CeMuoTHKa HaCJ'Ie,HCTBeHHOﬁ marojioru. OCHOBHBIC
KIIMHUYCCKHUE MPOABIICHUA HaCHGHCTBeHHOi/lI U BpOX-
,HeHHOfI 11aTOJIOIuu.

BHoXUMUSIIBIK
TE€HETUKAJIBIK CKPUHUHT

BHOXMMUSIIBIK ~ TCHETHKANBIK ~ CKPUHUHL. — OTKi3y
Mep3imzepi. Makcarsl. MingeTrepi. OaicTepi.

Irreri Hopecre
XPOMOCOMAJIBIK
Oy3bUIBICTapBIHBIH
WMHBA3MSUIBIK IPEHATAIIBIK
JIMarHOCTUKACHIH/IAF b
LUTOTCHETUKAIIBIK 9JIiC

Imreri HopecTe XPOMOCOMANBIK OY3bUIBICTAPBIHBIH
MHBA3MSUIBIK ~ MPEHATAIAbIK — AMArHOCTHKACHIHIAFBI
LHUTOTCHETUKANBIK oJic. MHBa3WsUIBIK JMArHOCTHKA-
HBIH OpTYpJi OficTepiHAe Marepuasapibl OHICY
epekIenikTepi. XopuoH OUOTICHUSICHI, TUTAIICHTOLICHTE3,
AMHHOIICHTE3 KaHE KOPIOIEHTE3.

Komrmbrorepasie cripaBodHO-
JIMarHOCTHUYECKHME CHCTEMBI
u 0a3bl JaHHBIX 10 HACIE-
CTBEHHBIM OO0JIE3HIM

Kommbrotepabie cipaBOYHO-AMATHOCTUYECKNE CHCTe-
MBI U 0a3bl JaHHBIX 110 HACJIEACTBEHHBIM OOJIC3HSIM.
[TpuHIUIBI pabOTHI C AMATHOCTUYECKUMH MPOrpaMMa
1 UX 3HaY€HHE B MOCTAaHOBKE JMAarHo3a HacJIeACTBCH-
HOM IaTOJIOTHH.

Kiannunyeckas reHeTuka

Macc-cniekTpomeTpust
d/liciMeH aJMacyJIbIH
TYKBIM KyaJlaFaH
aypy/apbIHbIH TUarHOCTH-
Kachl

Macc-crnekTpoMeTpHst: 9ICTIH MOHI. 3aTTap ajiMacysl
TYKBIM KyajaFaH aypyJapblHbIH JHArHOCTHKACHIH-
JAFbl  MacC-CIIEKTPOMETPHUSIHBIH ~ MYMKIHIIUTIKTEpI.
HeoTannplk CKpUHHHITE, aMHHKBIIIKBULAAP, Mai
KBIII-KBUIIAPBI, MypHHAEP, MHPUMHIUHACD aiMa-
Cybl OY3BUIBICTAPBIHBIH JUArHOCTUKACBIHIA Macc-
CIIEKTPOMETPHUSHBI KoiiaHy. Haykactap aHanmu3iHeH
MbICaap. AHAIU3AEPi Tanay sKkoHe TYCIHAIPY.

Hemennenesckoe Haclie-
JIOBaHUE HACIIEICTBEHHBIX
Oonesneit. boaesnu renom-
HOTO WUMIIPUHTHHTA

['eHOMHBI WUMIPUHTUHT W OONE3HW WMIIPUHTHHTA.
Otnonorusi. OCHOBHBIE KIMHHUYECKHE IPOSBICHHS.
IIporno3 nyst moTomcTBa.

CHHAPOMOIOTUYECKHUI
MOJIXO/] K IMArHOCTHKE Ha-
CJICICTBEHHBIX OONe3Hel

3HayeHue crneunpUIecKux CUMITOMOKOMIUICKCOB B
JMarHOCTHKE XPOMOCOMHOM IIaTOJIOTMHU U JUAarHOCTH-
KU IPYTUX HACJIEACTBEHHbBIX CUHIPOMOB MOHOTCHHOMN
U MyabTH(akTOpuanbHOM 3THoa0rul. OCHOBBI IOCTA-
HOBKU CHHJIPOMAJIHOTO IUAarHo3a.

Heonaranapix
CKPHHUHITETI Macc-
CIIEKTPOMETPHSHBIH
MYMKIHIIUTIKTEPI

HeoTannblk CKpUHHMHITE, aMHUHKBIIIKbULAAP, Maii
KBbIIKBbULAAPBI, IMypUHIEP, MUPUMHUIMHAED alIMacysbl
OY3bUIBICTApBIHBIH JMAarHOCTHKACBIHIA MAacC-CIEKT-
pomeTpusHbl Konaany. Haykactap aHaiau3iHeH MbIcall-
nap. AHanu3aepal Tanjgay xKoHe TYCIHIIpY.

MennKko-reHeTHIeCKoe
KOHCYJIETHPOBaHHE TIPH
HACJIEACTBEHHBIX OOJIE3HIX
OIIOPHO-IBUIATEILHOTO
anmapara

[IpuHIUIBI  MEIUKO-T€HETHYECKOTO  KOHCYIBTHPO-
BaHUS M IIOCTAHOBKHM CHHAPOMAJIBLHOIO JMarHosa
MIPU BPOJKICHHBIX MOPOKAX Pa3BUTHUS U HApYLICHUSAX
OIIOPHO-/IBUTaTENILHOIO amrapara.

MeauuuHAaIbIK TeHeTHKAHBIH ITHKAJIBIK K9He KYKBIKTBIK Heri3mepi

MeaunuHanbIK-
T€HETUKAJIBIK KbI3METTET1
JICOHTOJIOTHSI MEH 3THKa

Me[ll/ll_lI/IHaJ]blK-FeHeTl/lKaﬂblK KOHCYJIbTallUsIHbIH, OTH-
KaJIBIK MaceJiesiepi: apTypil AUCKpUMHHALUS TYpPIepi,
KYKBIKTBIK Jldy, aKmapaTTapisl amry Moceme-Iepi,
TeHETHKAIBIK AeTePMHUHH3M, JEHCAYTbIKKA KaTBIHACTHI
MOJCHH KaJBINTaFbl aWBIPMAIIBLIBIK. | €HETHKAIBIK
KOHCYIBTAIlMAHBIH JTHKANBIK Mocenenepi Menumu-

MenuKo-reHeTHIEeCKOe
KOHCYJIBTHPOBAaHUE NPU
3aJIep’KKE€ YMCTBEHHOIO U
(hU3MUECKOTO PA3BUTHSL.

HpI/IHLII/IHLI MCINKO-TCHCTUYCCKOI'0O KOHCYJIBTUPOBA-
HHUs U NOCTAaHOBKH CHUHAPOMAJIBHOI'O AHArHo3a Mnpu
HACJICACTBCHHBIX 3a6OHeBaHI/I$IX, TIPOABJISIIOIIUXCS 3a-
,Hep)KI(OfI YMCTBCHHOI'O U (I)I/ISI/I‘-IGCKOI‘O pa3BUTHSA.

MeIUKO-TEHETUUECKOE KOH-
CYJIBTHPOBAHHE TIPH HACITE/T-
CTBEHHBIX 3a00JIEBAHIIX
HEPBHO-MBIIICIHON CHCTEMBI

HpI/IHHI/IHBI MCIUKO-TCHETUYCCKOI0 KOHCYJIbTHPOBA-
HUS W IIOCTAHOBKM CHHIAPOMAJIBHOTO JWarHo3a Ipu
HACJICACTBCHHBIX 3a00JIeBaHISIX HepBHO-MBIH.Ie'-IHOﬁ
CUCTCMBI.

IPUHLUNTEP1
HAaJBIK-TeHETUKAIBIK KOHCYIBTAIUAHBIH IICHXOJIOTHS-
JIBIK YKOHE IICHX0IIEYMETTIK OaFbITTaphl. | eHeTHKAIBIK
TeCTUIeyTe apHaJFaH JKaJIlbl XKaFJaiinap.
I'enerukainbik I'eneTukanblk kepceTimMaepi OOMBIHIIA KYKTUIIKTI Y3Y-

KepceTimaepi 00ibIH-

112 JKYKTUIIKTI Y3yAiH
9TUKAJIBIK KOHE KYKBIKTHIK
acreKTiaepi

JIH 9THKAJBIK J)KOHE KYKBIKTBIK acriekTinepi. [Ipenarar-
JIBIK KOHCHITUYM. [ eHEeTHKaIbIK KepceTiMaepi OObIH-
Ia KYKTUTIKTI y3y Ke3iHae oTOachlHa KOpCETUIeTiH
TICUXOJIOTHSITBIK, JKOPIEMHIH MaHBI3IBUTBIFbL.

MeauKo-reHeTUIEeCKOe
KOHCYJIBTHPOBAHUE MPHU Ha-
CIICICTBCHHBIX JUCILIA3HUAIX
COCAUHUTECIILHON TKaHU

le/IHLlI/ll'Ibl MCINKO-TCHCTUYCCKOI'0 KOHCYJIBTUPOBaA-
HU W NOCTAaHOBKH CHUHAPOMAJIBHOI'O AHArHosa Inpu
HaCJICACTBCHHBIX JUCIIIA3UAX COCﬂHHHTeHLHOﬂ TKa-
HH.

MeHUKO-TeHETUYECKOE
KOHCYJIBTHPOBAHHE TIPH
00JIE3HIX HAKOTIIICHUS

[IpUHIKIBI MEMKO-TEHETHIECKOTO KOHCYIBTHPOBA-
HUS TIpU OOJIE3HSIX HAKOIUICHHS. AJrOpUTM 00Cieno-
BaHUsI, BEACHHUS OOJIBHBIX.
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HacaencrBennblie 001e3HH 00MeHa BelECTB

Hacnencrsennsie 00-

JIe3HU oOMeHa BCIICCTB:

HacnencrBenHble 0ole3HU OOMEHA BEIIECTB: Hapylle-
HYsI aMUHOKHCI0THOro ooMeHna. Haubonee pacrpocrpa-
HEHHblE aMuHoauuponaruu. Ortuonorus. Ilatorenes.

KeTepiHki reHeTHKaIbIK
Kayin-Karep TONTapbIH-
JIaFbI XKYKTI offengepre
JKYPTi3iJIeTiH MeUInHA-
JIBIK-T€HETUKAJIBIK
KOHCYJIbTallUSTHBIH
STHKAJIBIK ACTIeKTiIepi

JKoraps! Kayin-katep TONTapbIHAAFBI XKYKTI oiernnepre
olfeniepre KYpri3ijieTiH MeIUIMHAIBIK-TeHETHKAIBIK
KOHCYJIBTAllUSIHBIH ~ OTHUKAIBIK ~ Mocenenepi. JKykri
olfenepai JKYprizy ajiropuTmi JKoHE T'€HETHKAaJIbIK
Kayiln-KaTepiH KelleMiHe OalllaHbICTBl Kayil-Karep
TONTAPBIHIAFEI TPEHATANIBIK JUATHOCTHKA.

PenpomyKuusmbIK GyHK-
IUSTHBIH OY3bUTYbI KE31H-
JIeT MeTUIHHAIIBIK-TCHETH
KaJIbIK KOHCYIIBTALHSHBIH
9TUKAJIBIK acIeKTilepi

Penponykuusuiblk  GyHKIHUSIHBIH OY3bUTYBI Ke3iHJeri
MEAUINHAIBIK-TCHE THKAIIBIK KOHCYJIBTALIHSHBIH
ITUKAIBIK Mocenenepi. JKbIHBICTBIK IKACYIIATAPIbIH
JOHOPIBIFRL.  KOCBIMIIIA PEeNpOAYKIHSIBIK TEXHOIO-
THsUIap.

Tanaay GoiibIHIIIA KOMIIOHEHTTEp yJrici

MeaunnHaIbIK TeHTUKAHBIH 03eKTi MaceJeaepi

MenuiuHanbIK-
TCHETUKAJIBIK

KBIBMETTET] KIMHUKAJIBIK
MATOJIOTUSIIBIK TaJAayJiap

MeauIHAIBIK-TEeHETHKANBIK ~ KBI3METTEeT1  KJIMHUKA-
JBIK TATONOTHSIBIK Tayugayiaap. Makcarsl, Herisri
Mminzgertepi. bonamakra aypynel Oomkamay —YIIiH
IIaTOJIOTHUAJIBIK-aHATOMUSJIBIK JHUATHO3 Bepl/l(i)I/IKaLIl/Iﬂ-
CBIHBIH MYMKiH-1IutikTepi. Herisri Mmocenenep.

Deto-deranabik Tpanchy-
3UsUIAP CHHIPOMBI

Deto-eTanaplk TpaHcy3UsIIAP CHHAPOMBIHBIH TeHe-
THKAJBIK acrnekrinepi. dero-deranuplk Tpanchysus-
Jap Typiepi. MeuIrHAbIK-TCHETHKAJIBIK KOHCYJIBTa-
LIUS JKYPTizy.

Hepsisnik TyTiK akaynapbiH
QJIJIBIH ally oJliCTepiH/ieri
JKYKTI offenmepniy
T€HETUKAJIBIK CKPUHUHT

HepBinik TyTIK akaylapblH alblH ally o/iCTepiHJeri
JKYKTI oifenaepIiH reHeTHKAJIbIK CKPUHHUHT1. OTKi3y
Mep3imi. JKyKTi ofienaepai Kyprizy anropurmi.

Hamynsiy donarroyesnni
Tya OiTKEH aKayjapsl
Ke3iHJIe MeIUIIHAIIBIK-
TeHETHKAIIBIK KOHCYIIBTa-

Hamynsiy donarroyensi Tya OITKEH akaynapbl Ke3iHae
METUINHATBIK-TeHETUKAIBIK KOHCYJIBTALUs KYPIi3y.
XKykTi offerniepi TeKCepy KoHE KYPri3y aaropuT™Maepi.
JamybiH onarroyeni Tya OiTKeH aKayiapblH aljiblH

LSl KYPrizy aiy.
MyxoBucmnmos
MyKOBHCIM03 JMAaTHOCTHKACBIHBIH ~MOJIEKYJIalbIK-
JMarHOCTUKACBIHBIH . . . L .
TeHeTHKaIbIK ogicrepl. Typaepi. MyMKiHIIUTIKTEPI
MOJIEKYJIaJIbIK-

TeHEeTUKAJIBIK dicTepi

MEH LICKTeNyi.

1
HapyIIeHHs] aMUHOKHC- OCHOBHBIE KIMHHYECKUE MPOSBICHHUS. MeTombl Iua-
JIOTHOTO OOMeHa rHocTuky. Jledenne. HeonatanbHbIN CKPUHUHT, KaKk Me-
TOJ MPOPUIAKTHKH (DEHIIIKETOHYPHH.
HacnencrBennsie 60- Hacnencreennbie 60e3H1 0OMEHA BEILIECTB: HAPYIICHHS
5 |nesHH oOMeHa BemecTB: | oOMeHa unuaoB. Hanbomee pacrpocTpaHeHHbIE aMUHO-
HapyleHus oOMeHa araonarud. Dtuonorus. [Tatorenes. OCHOBHbIE KITMHHU-
JIUTH]IOB YecKue MposiBieHus. MeTozbl AuarHocTuky. Jleuenue.
3.2 IIpuMepHbIii TeMaTHYECKHUI NJIAH CEMHHAPOB
Ne Tema Conepixanue
MenuuuHcKkasi reHeTHKA
Mertoasl MeauuuHCKOW reHetuku. OmpeneneHue u
1 Metobl METULIMHCKOM cymHocTth MeronoB. OOmas xapakrepuctuka. O0-
TeHETUKH JacTh MPUMEHEHUs. 3HAYUMOCTh JUIST MEIUIIMHCKON
TeHETHKH.
Buaumoe ctpoeHne xpomocom, ux Mmopdosorus. 3Ha-
) XpOMOCOMBI, CTPOEHHE. YeHHUE B MICHTH(OUKALUY YHCICHHBIX U CTPYKTYPHBIX
Homenknarypa nepectpoek. OCHOBBI COBPEMEHHONH HOMEHKJIATYpHI
XPOMOCOMHBIX HapyIlIE€HHH.
XapakTepucTHKa THIIOB HacienoBaHus. OCHOBHBIC
Turel HacIe10BaHMS Ha-
3 - OTJIMYUTENIbHbIE OCOOEHHOCTH THUIIOB HACJIEIOBAHMUS
CJIEZICTBEHHOM MaTOJIOTUU N
HACJIE/ICTBEHHOM MaTOJIOIUHU YeJIOBeKa.
CHUMIITOMBI HAacIEACTBEHHBIX Oose3Heil. Juarnoctu-
CuMITOMBI Hacnen-
. Yeckoe 3Ha4deHHe CHen(pUIeCKuX CHMITOMOKOM-
CTBEHHBIX OOJIe3HEH U .
IUICKCOB B IOCTAaHOBKE [HMAarHo3a HaCIEICTBEHHON
4 | IMarHoCTUYECKOE 3HAYCHUE
narosiorud. OCOOEHHOCTH BHEIIHETO BH[A, CIIELH-
cnenn(UIecKux CUMITOMO-
(UUHOCTH CcreKTpa MOPGOreHeTHYECKUX BapHaHTOB
KOMILJIEKCOB N
Pa3BUTHUA ITPU HACTICACTBCHHOU T1aTOJIOTUH.
IomynsaunonHo-
Mogens uzomnsuu paccrossHueM Maneko. Meron n3o-
5 | cTatucTU4ecKue METOMbI B .
N Humuu F-crarucrtuku Paiita.
MEIUIMHCKON TeHEeTHKE
Ompenernenne, CyIHOCTh U 3HaYEHHE 3aKOHA PaBHO-
. BECHsl TEHOB B TNOMyAUuH. [IposiBieHHE W OTKIIO-
6 | 3axkon Xapau-BaitnOepra Y P

HEHHes] OT TEOPETHYECKOTO pacmhpeneneHns Xapiu-
BaitnOepra B OMy/ISILUH YETOBEKA.

1 »xacka gerinri
6ananapnarsl OKY
Ke3iH/e eMIOMMEH
eMJIey/ll ecenTey

1 s)xacka aeiinri 6ananapnarsl DKV kesinge emaoMmen
emzeyni ecenrtey. bamanmapael  TaMakTaHIBIPYIaFbl
AMHHKBIIIKBUIIAPHI, Maiiaap MeH 6acka jia KOMITIOHEHT-
TEp KypaMbIHBIH JKacka 0aiJIaHbICThI EPEKIICTIKTEpI.
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Emzik TamakraHablpynel ecentey. | jKacTaH KeWiHTi
Oanayiapra eMiK TaraMIbl TaHIAY.

Knuauueckast HUTOI¢HCTHKA

1 sxacran Keiinri
bamanapmarst OKY

1 >xactan keiinri 6ananapaarsl @KV kesinne eMIoMMeH
emaeyni ecemrey. bamamapmel  TamaKTaHABIPYTAFBI
aAMUHKBIIIKBUTIAPEL, Maiinap MeH 06acKa 1a KOMITIOHEHT-

CoBpeMeHHasI HOMCHKIIA-
Typa XpOMOCOM

Mopdosorust ~ pyTHHHO-OKPAlIEHHBIX  XPOMOCOM,
TpyNIoBass W  WHAMBUAYyalbHAas  MACHTU(DUKALS,
BTOPUYHBIC TEPETSHKKH M CIYTHHKU. Mopdomorus
muddepeHInanTbHO-OKPaIeHHBIX XPOMOCOM, METOJIBI
muddepeHnInanbHON OKPacKH, MPUHLUITEI HHIHBUTY-
aJbHOM MICHTU(PHUKAIMU M OO003HAYCHUS CETMECHTOB
xpomocoMm. HopmanpHBIII XPOMOCOMHBINA  TTOJTHMOP-
¢u3M, ero nmpupona u 3Hadenue. CoBpeMeHHass HOMEH-
KJIaTypa XpOMOCOMHBIX HapyIlEHHH.

COBpeMeHHI)Ie METOABI
HCCICAO0BAHUA XPOMOCOM

CoBpeMEeHHbIE METObI UCCIIE0BAHUSL XPOMOCOM: IIPO-
Metadaszubiii ananus3, FISH, aBropaamorpaduueckoe
HCCIIIOBAHNE, XPOMOCOM-CIEIIM(UYHbIE U PETrHOH-
crienu(uIHBIe MOJIEKYISIPHBIE 30HBI U apyrue. Ompe-
JIeNIeHue W CyTh METONOB. 3HAY€HHE /IS JHATHOCTHKH
XPOMOCOMHBIX 0OOJIe3HeH, OHKOJOTHYECKUX 3a00JieBa-
HUI 1 HEKOTOPBIX (POPM JICUKO30B.

[uTorenernka smopHo-
HAJILHOTO Pa3BUTHSI

XpOMOCOMHBIE M TEHOMHbIE MYTallMM Yy 4eJOBeKa.
Twuribl, yacToTa ¥ IPUYUHBI BOSHUKHOBEHUs. MyTaluu B
3apoAbIleBbIX KieTkaX. COBpeMeHHbIE NPEe/ICTaBICHHS
0 IUTOTCHETUKE IMOPHUOHAIBHOTO pa3BuTHs. L{uTorene-
TUYECKHE U MOJICKYISIPHO-IIUTOTC€HETHYECKHE METOJIbI
HCCIIEIOBAHUH, MCIIONBb3YEMbIX B H3YyYEHHH SMOpHO-
HAJIBHOTO Pa3BUTHS. XPOMOCOMHBIH AucOanaHc, Kak Jie-
TaNbHBII (aKTOp y YelIoBeKa: XpPOMOCOMHBIC HapyIle-
HUSI IPU CIIOHTAQHHBIX a00pTax U MEPTBOPOKICHUSIX.

MeauumnHcKAasi reHeTHKA U 001eCTBEHHOoe 310pOBbLE

7 . . . .
Ke3iH/ie eMISMMeH Tep KYpaMBIHBIH jKacKa OaiJIaHBICTBI epeKIIeNiKTepi.
eMJIeyll ecenTey Emzik TamakrauabIpynel ecenrtey. | jKacTaH KeWiHTi

Oanayiapra eMJIiK TaraM/Ibl TaHIay.
Beneyuik nen Oana . . .. . .
. Beneysik nen 0ana TOKTaMai ThIH )KYKTLTIK KE31He epiti-
TOKTaMauTbIH -
.. . 3alBINITHIIAP/Ib TEHETUKAIIBIK TEKCEPY OaFaapaaMachl.
JKYKTLTIK Ke3iHae
8 S I{uroreHeTHKAIBIK 3epTTey. MOJeKyIanbIK-TeHETH-
epITi-3aibINTEUIAP/IbI . o . . L
KaJbIK omicTep. Herisri kepcerimaepi MEH MYMKIHIIII-
TeHETUKAIBIK TEKCEPY . .
JIKTEPI.
Oarmapiamachl
Hepprik-nicuxonorusiiblk | HepBTIK-TICHXONOTHSUIBIK — AaMyJIbIH  TeXenyi  Oap

g |AaMyaBIH Texenyi oap OananapJpl TEHETHUKAIBIK TeKcepy Oaraapiiamachl.
Oananap/pl reHeTHKaNbIK | Herisri omictepi, kepceTiMaepi, MyMKIHIIUTIKTEpI MEH
TeKcepy OarmapiaaMach HICKTEIY1.

JKBIHBICTBIK 1aMY/IbIH
JKBIHBICTBIK JaMy/IbIH Oy3bUIBICTaphl Oap Oamamapsl
Oy3buIBICTapHI Oap Oa- Lo
10 reHEeTHKAIIBIK TeKcepy Oarmapiamacel. Herisri omictep,
Janap/ bl FTeHETHKAIBIK, . . S . .
KepceTiMiepi, MyMKIHIITIKTepi MEH IEeKTeIyi.
TeKcepy OaraapiamMachl
XpoMOCOMAIIBIK ~ MUKPOIETCLYSUIBIK — CHHIPOMIAD
XpoMOCOMAITBIK JIMarHOCTHKACBHIHBIH oficTepi. TYKbIM KyajaraH aypy-
MUKPOJICJICIMSUIBIK CHH- | JIAp TMarHOCTUKACHIHAAFBI Ka3ipri IUTOT€HETUKAIIBIK

11 | npommap JKOHE MOJICKYJIAIBIK-IATOTCHETUKAIIBIK, dficTep. OJIic-
JTUarHO CTHKACHIHBIH TeMelNepAiH Herizi. MyMKiHmigikTepi, mekrenyi. Kiu-
anictepi HUKaJbIK I'eHEeTHKaga OMICTepAl KOJJaHyHarbl HErisri

KepceTiMaep.
AJNIBIH  almy MEAMUMHACBIHBIH OJICTepl peTiHzeri
TeHETUKAJIBIK MMacIiopT. EH Ui )KoHE KeH TapajfaH MO-
Anpapia amy . .
. . | HOTeHHiK aypymapabl TETEPOreHAIK TachIMaJIaylibl-
MeTUIMHACBIHBIH dJTiCTepi ..
12 Japasl aHeIKTay. MyIbTH(AKTOPIBIK aypyrapra Oeifim

PETiHETI TeHETHKAIIBIK
acIopT

reHaep. AKyIIEpUsUIBIK aCKbIHYIApFa, JKYPEK-TaMbIp
MaTOJIOTHSIAPbIHA, OHKOJIOTHSJIBIK aypylapra Oerim-
JIUITIKTI aHBIKTayFa apHAJIFaH TeHETHKAJIBIK MAaCIOPT.

MOHHUTOPHUHT BPOXK/IEH-
HBIX IIOPOKOB Pa3BUTUS B
cucreMe NpoUIaKTUKH
HACJIEJCTBEHHON U BPOX-
JIEHHOI! maTosioruu

MounTopusr BIIP, kak MeTos epBUYHON TPOQUIaKTH-
KM BPOXKJIEHHON MaTrosiornu. MeToasl MOHHUTOPHUPOBA-
uust BIIP. OnbIT MOHUTOPUHIA B Pa3IMYHBIX CTpaHaX.
PerucTpel BposkIeHHON ¥ HACIIEICTBEHHON TaTOJIOTUH,
IPUHLUNBL PaOOThL, PE3yAbTaThl (PYHKIMOHUPOBAHMUS.

TyKbIM KyaJjiaraH aypyJiap sk9He TYPFbIHAApPFa MeIHINHAIBIK-TeHeTHKAJIBIK

JKIP/IEM KOpCeTy

Hanwmonanensiii I'eneru-
yeckuit Peructp Pecmy-
omuku Kaszaxcran

Henu u 3apaun HanumonanbHoro I'enernueckoro Peru-
crpa. Crpykrypa. Utoru QpyHkimonuposanus. JJuaamu-
Ka OCHOBHBIX IOKa3aTeJei: 4acToTa BPOXKIEHHBIX I10-
POKOB, 4aCTOTa BPOXKJIEHHBIX TIOPOKOB CTPOTOI0 YU€Thl,
yacrora cuHapoma Jlayna B PecnyOnuke Kaszaxcran B
CJIOM U B OTACJIbHBIX PCTHOHAX.

OHiprepae MeUIUHATIBIK-
T'CHETHUKAJIBIK

Kanmel Kazakcran PecriyOnikachiHaa sxoHe OHipiepe
T€HETHKAJIBIK KbI3METTI YHBIMIACTBIPY HETr131.
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CpaBHEHHE pa3IMYHbIX METOAOB IPEHATAILHOW Jua-
THOCTHKH. D(QQPEKTUBHOCTD Pa3IMYHBIX METOJOB IIpe-
HaTaJIbHOI MHBAa3UBHOW AMATHOCTUKH.

JuarnocTuka, je4eHue

U PO UIAKTHKA HACJTAEACTBEHHOH M BPOXK/AEHHOM
naToJIOTHH

KOHCYJIbTalusl JKYMBICBIH

MenuiHuHaNBIK-TeHETUKAIIBIK, KBI3METTI YHBIMAACTBIPY

CoBpEeMEHHBIC TIPUHIIHITBI
1 | meyenns HaciaeaICTBEHHON
Y BPOKJIEHHOW TATOJIOTUN

OCHOBHBIC TIPUHITUTIBI JICUCHHS HACIICICTBEHHOHN MaTo-
JIOTUH. DTHOJIOTHYECKOH JeueHue. MeToasl TeHHOH HH-
keHepuu. [laroreneTrueckoe IedeHre HacIeTHOM maTo-
noruu. [IpuHINTIEL AHETOTEpAIINH IPHU HACIIEACTBEHHBIX
Ooie3Hsx oOMena BeriecTB. CHMITOMATHYECKOE JI€Ue-
HY€ HaCJIeCTBEHHOH maTonoruu. BoaMokHOCTH 1 Oorpa-
HUYCHUS.

YHBIMAACTBIPY JeHreill. OHipaeri 1eHreiaiH MakcaTbl MEH MiHIETTEPI.
Ecen Gepy Ky>xaTTamanapsl.
OHiprepie  MEIUITMHATBIK-TCHeTUKAIBIK ~ KBI3METTI,
MenunuHabIK-

TCHCTUKAJIBIK KOHCYJIbTa-

[UTOTCHETUKAJIBIK KbI3METTI YHBIMAACTBIpY. Menu-

CoBpemeHHas
MOJIEKYJISIPHO-

2 | reHeTHYECKas JUArHO-
CTHKAa MOHOT€HHON 1
MOJUTCHHON IMaTOJIOTUH

[IpuHIMIBI MOJIEKYISPHO-TEHETUYECKONW JTNAarHOCTUKN
MyTalUil Py MOHOTEHHBIX 3a0onieBaHusX. [Ipsmas u
KOCBEHHasl JMArHOCTHKA. MOJEKYIsIpHO-TeHETUYECKas
JUAarHOCTHKA TIPH MYKOBHCIHJIO3€, MHUOAUCTPOGUH
Hromenna-bexkkepa u ap. [lpuHuunel onpeneneHus
HACJIE/ICTBEHHOW NPEIpacoIOKEeHHOCTH NPU MYJIbTH-
(baxkTopHanbHBIX, TOJUTCHHBIX 3a00JeBaHHAX. [ eHBI
MIPEIPACIIONOKEHHOCTH K CaxapHOMY AnaleTy, OHKOJIO-
THYECKUM 3a00JIEBaHUSIM, CEPICYHO-COCYIUCTOMN Maro-
JIOTHH U JIp.

Jleuenue HacleACTBEH-
3 | HbIX HapylIeHui MeTabo-
Jm3Ma

MeTOﬂbl JICUCHUSA HACJICACTBCHHBIX HapyHleHI/Iﬁ METa-
Oomm3ma. Jleuenue Qenmnkeroypun. Jluerorepanuu:
MPUHIAIGL, PacyeT MUTaHUsS B 3aBUCHMOCTH OT BO3pac-
Ta OonpHOTO. Havaso jredenus 1 okoH4aHue. [[puHIHAITEL
COCTABIICHUS JICYeOHOTO MeHIO JledeOHbIe IpenapaTsl u
UX XapakTepucTuka. D(P(HeKTHBHOCTD THETOTEPAIHH.

MOHUTOPUHT BPOXKICH-
HBIX ITIOPOKOB Pa3BUTHUs B
4 | cucteme MpoQUIAKTUKU
HaCJIEZICTBEHHOI MaTo-
JIOTHH

Mownwurtopunr BIIP, kak MeTos nepBu4HOM MpoduIakTH-
KU BPOXKIEHHOW MaTolornu. MeToasl MOHHUTOPHUPOBA-
Hust BIIP. OnbIT MOHUTOpPUHTA B Pa3NUYHBIX CTpaHaX.
Peructpel BpoxkaeHHOM 1 HAC/IEACTBEHHOM MATONOTHH,
IPUHLUIBL Pa0OThl, Pe3yabTaThl (PyHKIHMOHUPOBAHUSL.
Hauunonanbuelif reHeTHdeckuil peructp PecryOnuku
Kazaxcran.

IIpodunakTrka BpOKICH-
5 | HOH W HACJIEACTBEHHOMI
MaToJIOTUH

Mertonp! nMpoQUIaKTUKH BPOJKIACHHOW M HACJIE/CTBEH-
HOH maronorun. [lepBrdHast 1 BTOpHIHAS MPOQUITaKTH-
Ka, CII0COOBI I METOJIBI TpoBeaeH . [IepiuKoHIenOH-
Hast NpO(MIIAKTHKA BPOXKIEHHBIX TOPOKOB PA3BUTHSI.

2 . . | IMHAIBIK-TEHeTHKAIBIK KOHCYIBTAIMAHBl  YHBIMIAC-
IUSAHBI OHIpIIEp/Ie XKYPTi3y .
S — TBIPY/IBIH KOHE TYKBIM KyallaraH, Tya OiTKeH MaToIoTH-
P P ANap/bl aJIBIH aTydaFbl OHIpIAeTi alblpMa-IIbIIBIKTap.
Jene 6iTiMi JaMybIHBIH Jene OitiMi naMybIHBIH Teelyi ke3iHzae Oanamapisl
3 | Texenyi ke3inje Oananap- | Texkcepy Oarmapnamackl. Herisri opicrepi, Kepcerim-
JIbI TEKCepy OarapiaMacsl | Aepi, MyMKIHIIITIKTEPl MEH IIEKTENyi.
Heonaranaslk CKpHHEHT
Heonaranaslk CKpHHUHT OaFapiIaMachIHAArs! (DeHMI-
OarmapraMachIHAAFBI .
4 KeTOHYpHsI JUArHOCTUKACHL. JKaHa TybIITFaH HOPECTEeHI
(DeHUIKETOHYPUS AUATHO- . .
XKYPTi3y alNrOpUTMI.
CTHKACHI
Heonaranaslk CKpHHUHT
Heonaranaslk CKpUHHMHT OaFjapraMachlHAArbl  Tya
OarapIaMachIHAAFbl Tya .
5. OiTKeH TUIOTHUPEO3 AMArHocTHkachl. JKaHa TybUIFaH
OiTKEeH TUIOTUPEO3 AUa- . . .
HOPECTEHI JKYPri3y aJrOPUTMI.
THOCTUKACHI
Cyiiek-OyIbIKeT . N .
yreioen . Cyliex-OynmblKeT »KyleciHiH Tya OiTKeH Iedopma-
KYHeciHIH Tya GiTKeH .
IUsUIapsl  Ke3iHme OanaHbl TeKcepy Oarapiamachl.
6 | edopmarmsIaps! L X . . o .
. Herisri amicTepi, kepceTiMaepi, MyMKIHITITIKTepi MeH
Ke3iHze OamaHbl TeKcepy :
HIEKTEIyi.
OarapaaMachl
Tepi aypynapsl ke3ingeri | Tepi aypynapbl ke3iHjeri OanaHbl M€HETHKAJBIK TEK-
7 | GanmaHbl TCHETUKAIBIK, cepy Oarmapiamackl. Herisri omicTepi, kepceTiMaepi,
TeKcepy Oaraapramachl MYMKIHIIUTIKTEP] MEH LIEKTEIyi.
3 AzlaM reHOMBI JKOHE AJlaM TEHOMBI JKOHE MOJICKYJAIIBIK MEIHIMHA. AJlaM
MOJICKYJIAJIBIK MEAULIMHA | TEHOMBIH 3epTTey onictepi. Komman6ans MoHi.
3aTTap anMacybIHbIH 3aTTap aaMacysIHBIH TYKBIM KyallaFaH aypyJIapbl Ke3iHe
o |TYKbIM Kyanarau aypy- eMIOMMEH eMzey NPHHIMNTEpi. AMHHKBIIKBLIAAD,
Japel Ke3iHAe eMIOMMEH | KeMipcynap, Mail KbIIIKbUIIAphl adMacybIHBIH Oy3bI-
eMzey MPUHIHITEp] JBICTAPHI Ke31HAE eMIOMMEH eMIIEY.
XpoMOCOMaJIBIK 11aTOJIO0-
XpoMocoMalbIK aTONOTUsIapbl 0ap HayKacTapisl
10 | rustmapel 6ap HayKacTap/ibl

OHauITy Oarjapiamacsl

OHaJTy OariapiaMacsl.

76

JlaMybIH Tya 0iTKeH aKayJapbIHbIH “K9He TYKbIM KyaJIaFaH aypyJap/bIH
NPeHaTAJIbIK JHATHOCTHKACHI

OHipzeri npeHaraiblK
JIMArHOCTUKAHBIH

OHipaeri NpeHaTaIbIK JIHArHOCTHKAHBIH 3epTXaHa
JKYMBICBIH YHBIMIACTBIPY/IBIH OHIPIIIK €peKIIeITiKTepi.
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3epTXaHa )KYMbICBIH
YHBIMAACTBIPY

Yiri-HycKagapblH TacklMalidy, MaTepHaapibl cak-
Tay MIapTTapbl XKoHE T.O.

KP reneTrkaibik
CKPUHHHTTI perIiaMeHT-
TEHTIH HOPMATUBTIK-
KYKBIKTBIK aKTiJIep

KP reHeTHKaIIbIK CKDHHUHITI pETJIAMEHTTEHTIH HOpMa-
TUBTIK-KYKBIKTBIK akTimep. Nel40, 124 xome 125
OyHpBIKTAp.

CTBEHHBIX 0OJIe3HEN

KOBOM CKPHMHUHI Ha XPOMOCOMHYIO U BPOXJIECHHYIO Ma-
Tosoruto. GopMUpPOBaHKE TPYII T'€HETHYECKOTO PUCKA.
KoMOMHUpPOBaHHBIH, UHTErpaabHbIi, KOHTHHICHTHBII
TeHETUYECKUH CKpUHUHT. [IpenMyniecTsa, orpaHUYeHus.

1 TpumecTpaeri
XPOMOCOMAJIbIK
HaTOJIOTUSIAP/bIH
OUOXUMUSIIBIK MapKepiiepi

1 TpumecTpzeri XpOMOCOMAIBIK MaTOIOTHSIAPIBIH
OMOXMMUSIIBIK Mapkepyepi: A miaa3MaiblK OeNTOKTBIH
JKYKTUIIKIIEH OipiecyiH aHBIKTay, aJaM XOPUOH/BIK Io-
HozoTponuHHiH P-cy60ipniri. KypcakThlk HopecTeHiH
XPOMOCOMAJIBIK 1aTOJIOT UsUIAPbIHBIH MapKepi peTiHeri
nHruOouH-A. UDA ananusin xoro. Kemuinikrepi MeH
apTHIKIIbUIBIKTAPBL.

2 TpuMecTperi
XPOMOCOMAJIBIK
[aTOJIOTHSITAPbIH
OMOXUMHMSIIIBIK MapKepIiepi

2 TpUMECTpIEri XPOMOCOMAIIBIK TAaTOIOTUSIIAPIBIH
OMOXUMHUSIIBIK Mapkepiepi: ajibda-peronporenH, f3
aJlaM  XOPHOHJIBIK TOHOJOTPONMHHIH [-cy00ipiri,
KOHbIOTanusian6aran scrpuoi. UPA aHanm3iH Koro.
Kemiinikrepi MeH apThIKIIBUIBIKTAPBI.

VnBTpa3ByKOBOI TEHETH-
YECKUW CKPUHMHT.
[Ipenaranbhas ynerpa-
3BYKOBas JUAarHoCTHUKa
BPOK/ICHHBIX IOPOKOB
pas3BUTHS

VIbTpa3ByKOBO€ HCCIEIOBAHUE MapKEPOB XPOMOCOM-
HOM W MOHOTEHHOM IMaTOJOTHH Ha Pa3IMYHBIX CPOKax
OepeMeHHOCTH, X 3HAYMMOCTh. 3HAYCHHE TOIIIHHBI
BOPOTHUKOBOIO HPOCTPAHCTBA M [UIMHBI HOCOBOM KO-
CTU TIIOAA IJsl TUAarHOCTHKKM XPOMOCOMHBIX OomesHei
y tona. YnerpasBykosast quarnoctuka BITP ITHC, nu-
I1€BAPUTEIBLHON CUCTEMBI, OIIOPHO-ABUIATEILHOIO all-
rapara, MO4YeroJ0BOM CUCTEMBI, BPOXKIEHHBIX TOPOKOB
cepaua u np. [IpuHIKIbL yIbTPa3ByKOBOM AUArHOCTUKU
BHYTpUYTpoOHOI1 rubenu mnona. Takruka BeneHus Oe-
peMeHHON. IIpuHIMIBI NPOBEAECHHs 3XOrpadUuecKoi
JIMarHOCTUKH 3a00J1eBaHUH I1J101a.

Irreri Hopecre
XPOMOCOMAITBIK
MATOJIOTHSLIAPBIHBIH
WMHBA3USUIBIK IPEHATAIIBIK
JTIUArHOCTHKAJIBIK dflicTepi

[ireri HopecTe XpPOMOCOMAIIBIK MATONOTHSUIAPBIHBIH
UHBA3UIIBIK IPEHATAIIBIK JUArHOCTHKAIBIK OAICTEPI.
VIHBa3usUIBIK IPEHATAAbIK IUArHOCTUKA KOPCETIMAEPI.
Typnepi, eTki3y oaicrepi. MYMKIHIIITIKTEp], IIEKTEINY1,
aCKBIHYIapbl MEH Kapchl KopceTiMaepi.

T'eneTnxanbik
KepceTiMIep MCH
JMarHO3bIH BepU(UKaIU-
sIChI OOMBIHILA JKYKTITIKTI
y3y. [Ipenaranpik KoHCH-
JINYM JKYMBICBI

T'eHeTHKaNBIK KOpceTiMaep OOMBIHIIA KYKTUTIKTI Y3Y.
TeHeTHKaNbIK KopceTiMep OOMBIHIIA KYKTLTIKTI Y3yl
PETIaMEHTTEHUTIH HOPMAaTHUBTIK-KYKBIKTBIK — aKTiep.
T'enerukanbik cebenTepi OOWBIHINA IKYKTUIIKTI Y3y
kepcetimaepi. Juarno3nsiy Bepudukanuscel. [Ipena-
TaJIJIbIK KOHCUJINYM JKYMbICHL. Ecenteme ¢opmanapsi.

Tya GITKEH XKoHE TYKbIM
KyaJlaFaH I1aToJIo-
rHsUIap MpeHaTalIbIK
JIMArHOCTHKACHIHBIH
THIMJILTITIH ecenTey

3epTxaHailliliK *koHe —apaliblK OakbLiay. [IpeHaTanbk
JIMAarHOCTHKA 3€PTXaHACHIHBIH THIMIUIIMH JKOHE ca-
nacelH Oaranay. Herisri kepceTkimTepin Oaraiay:
JKaJIFaH-OH JKOHE JKaJlFaH-TepiC HOTWIKENIEPiHiH CaHBI,
CEe3IMTANIIBUIBIFBIHBIH ~ KOPCETKIiIi. XpOMOCOMAIBIK
MaTOJIOTHSIAPbI, HEPBITIK TYTIK akKayjaapbl, 6JiM-
KITIMII aKaynapbl 0ap OanaiaplblH TYbUTYBIH OTKi3iI
Ty JKarJalbIHBIH aHATIH31.

MHuBa3uBHbIC MECTO/bI
HpeHaTaHLHOﬁ JHUardo-
CTHKH

[IpenartanbpHas WHBAa3WBHAs JTUATHOCTHUKA XPOMOCOM-
HOH 1 MOHOTeHHOH matoiorun. CpoKH MpOBEACHNUS pa3-
JIMYHBIX METOIOB MHBA3MBHOI IuarHOCTUKH. bromncus
XOPHOHA, IUIALCHTOLIEHTE3, aMHHOLIEHTE3 U KOPJIOLCH-
Te3. Meronuka NpPOBEIACHUS MHBAa3UBHOW IPOLEAYPHI
Ha Pa3IMYHBIX CPOKax OepeMeHHOCTH. Meroauka 00-
pabOTKH IIONOBOrO MarepHana (KapHOTUIHMPOBAHUE,
MOJIEKYJIIPHO-TEHETUYECKUE, OUOXUMUYECKUE METOJbI
u 1.1.). [lokasanus Ui HampaBieHus OepeMEeHHOW Ha
WHBAa3UBHYIO JMAarHOCTMKY HAacJEJCTBEHHOM IaTolio-
rud. [IpoTHBONOKA3aHUSI M OCJOXKHEHHS WHBa3HBHBIX
METOIOB JUArHOCTHKU. BO3MOKHOCTH M OrpaHUUuCHUS
pa3TUYHBIX METOJOB WHBA3WBHOM MpeHaTaabHOU AHa-
THOCTUKH. D()(PEKTUBHOCTH MHBA3UBHBIX METO/IOB JIHa-
THOCTHUKH.

T¥KLIM KyaJjiaraH KoHe Tya OiTKeH nmaToJIorusijiapaAblH IMarHoCTUKAChI, emi

JKIHE NMPOPHIAKTHKACH

Hogrsie HaIpaBJICHUS B
HpeHaTaHBHOﬁ JHUardo-
CTHKE

HoBble HampaBieHus IpeHaTaabHON IUArHOCTHKH.
HoBble OnoxumMuYecKue MapKepbl XPOMOCOMHOHN Ia-
TOJIOTHH, aKyIIEPCKUX OCIOKHEHWH, PHCKa pPa3BUTHS
MIPEIKIAMIICHH, IPEXKAEBPEMEHHBIX POAOB, MaKpOCO-
MUM II0ZIa IpU caxapHoM auabere 1 tuna u ap. Hoble
YABTPa3BYKOBbIE MapKepbl XPOMOCOMHOW IaTOJIOTHU
II0JA.

TyKbIM KyaslaraH aypynap-
JIbl eMJICY/IIH KOHE all/IbIH

XKeke opraHusMIEpOiH TYKbIM KyaJlaFaH IaTojo-
TUSIapJbIH THUIITEPiHE XKoHe (PapMaKOr€HETUKATIBIK

DddexkTuBHOCTH MpEHa-
TaJbHOW JIUATHOCTUKH

DddexkTuBHOCTH NpeHaTaNbHOM JUarHocTUKU. OCHOB-
HBIC IOKA3aTeld, YyBCTBHTEIHLHOCTb, BBISBISICMOCTS,
KOJIMYECTBO JIOKHO-TTOTIOKUTELHBIX PE3YIBTATOB.
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MOHOT'€HHOM IaTOJIOTHEH

MOB HACJICJIOBAHHUS MOHOTEHHOH NAaTOJIOTWH, TOHSTHS
MIEHETPAHTHOCTH, KJIMHUYECKOro nonmmodusma, re-
HETHYECKOM TeTepOreHHOCTH, IIeHOoTponuH, 3(dexra
anTHnunanna. OcoOeHHOCTH KOHCYJIBTUPOBAHUS reTe-
PO3HUIOTHBIX HOCHTENIeil MOHOTEeHHBIX Oone3Heil. Pac-
YeT MOBTOPHOTO TeHeThdeckoro pucka. OmpeneneHue
MIPOTHO3a JJIsl CHOCOB M TIOTOMCTBa. BOIPOCHI 3THKH 1
JICOHTOJIOTHH Bpava-TeHEeTHKA.

AITyJIbIH JKEKE TaKTHKaja-
PBIH TaHaay

peaxkuusiiapbiHa OaliJIaHbICTBI €MHIH JKEKE TaKTHKa-
CBbIH TaHJay. TYKbIM KyallaFaH aypysiap/bl alJblH aiy.
TereposuroranbiK TachIMalAayIbLIap KE3iHIE TYKbIM
KyaJlaraH TaTOJIOTHsUIApbl  aiablH - aiy. Jlamynbig
TYKBbIM KyajlaFaH aypyJapblHbIH HMEPUKOHIETIHIIBIK,
POQHITAKTHKACHL.

BBenenue B reHOMHYIO

I'enom uyenoseka. Mctopust Bompoca. Ilpakrtuueckoe
MPUIIOKEHKUE TeHOMa YesioBeka. [Ipodnembl u onaceHusl.
Unes «l'enernyeckoro macropray. OyHKIHOHAIbHAS

Momnorenaik KoHe MoJIn-

TeH/TIK TTaTONOTHSTAPIBIH
MOJIEKYTANTBIK-TeHETHKA-

JIBIK TUAarHOCTHUKACHI

MOHOTEHIIK  JKOHE TOJIMTCH/IIK  MaTOJOTHsUIApAbIH
MOJICKYJTaJIbIK-TCHETHKANIBIK HAarHOCTUKACHL. TypIie-
pi. Herisri omicrepi. Kepcerimuepi. ©npictepiH MyM-
KIHIIUTIKTePl MEH IIEKTeNlyi.

MeTaO0au3MHIH TYKBIM
KyaJlaFaH Oy3BUIBICTApPBIH
emzey

MetaOoaM3MHIH TYKbIM KyajlaraH OyY3bUIBICTApbIH
emaey. Emney npunmunrepi. Emzpey typnepi. Empaix
TaMaKTaHJbIPYJbl €CEITEY.

L{MTOreHe THKAIIBIK
JKOHE MOJICKYJIAJIbIK-
LU TOTCHETHKAIIBIK
aHaIU3/Iep/i TYCIHIIpY

LIMTOreHETHKAIBIK KOHE MOJICKYIIAIBIK-I[ATOTCHETH-
KalublK aHaJu3IepAiH Typiepi. LluToreHeTHKabIK
JKOHE MOJICKYJIANBIK-IIUTOTCHETUKAIBIK aHATH3ACPAI
TYCIHAIpY.

TyKbIM KyaJlaFaH 1aToJio-
TUsIapAbl AJIBIH Ay

TyKbIM KyasiaraH MaToJOTHsUIapbl ajAbIH aily. AJIbIH
anyabiy Typiaepi. JlamynsiH Tya GITKeH akaylapbIHBIH
NEPUKOHIETIIHSITBIK TPOQHIAKTHKACHI.

KJ'IHHI/IKaJ'IbIK HUTOI€HECTHKA

KaspInTsl skoHE XpOMO-
COMAJIBIK CHHAPOMJIAp MEH
aHOMAJTHsIIap Ke3iHaeri
aJilaM XpOMOCOMAIIaPbIHBIH
XaJbIKAPAJIBIK KIKTETyl
MEH HOMEHKJIATYPachl

KanpinTel jkoHE XPOMOCOMANBIK CHHIPOMJIAD MEH
aHOMAITMSITIAp Ke3iHJeri agaM XpOMOCOMaTapbIHBIH
XaJIbIKAPAIIbIK JKIKTEIyl MEH HOMEHKJIATYpachl. Xpo-
MocoMasap oJIMMOP(H3Mi.

Imrreri HopecTeHi
KapUOTUITEY/IiH
JIAATHOCTHKAJIBIK
Mocernenepi

Tireri HopecTeHI KapHMOTHUNTEYAIH JUArHOCTHKAIIBIK
Macenenepi: de novo maiina OoJaThIH KYPHUIBIMHBIH
Kalta KypbUIybl, MapKepiIiK XpomocoMmajap, XpOoMo-
coMajap MO3auIM3Mi, aHAJBIK XKacyllajap YJITiCiHiH
KOHTAMUHAIIHSICEL.

Monekynanbik-
IUTOTCHETUKAIIBIK 9JIICTEP

MoJteKynanbIK-IUTOTeHETHKAIBIK OIICTePIiH TypJiepi.
Onicrepain npuHIUNTEpl. MYMKIHIIUTIKTEpi, IIeK-
tenyi. IIpeHaTasapIK JHArHOCTHKaIa, OHKOTEMAaToJI0-
T'Hsl MCH OHKOJIOTHSIIA KOJIIAHBLTYBI.

8 MEIUIUHY reHoMuKka. [eHeTnueckoe pazHooOpasue yenoBeka. [e-
HOM 4eJIOBEKa U MOJIEKY/sIpHas MequiuHa. DPQeKTus-
HOCTb IIPEBEHTUBHON MEIMLIUHBI.
OCHOBHBIE TIPUHITUTIBI JICUCHHS HACIIEICTBEHHOHN 1aTo-
JIOTHH. DTHOJIOTHYCCKOM JieueHne. MeToJibl TeHHON HH-
[Ipunanmme! nedenus Ha- | xeHepuH. [laroreHeTnyeckoe TeueHne HaCIeHON MmaTo-
9 | cnencTBEHHOW U BPOXK- norun. [IpuHINTIEL AHE€TOTEpAINU TPH HACIIEACTBEHHBIX
JICHHOM TIaTOJIOTH Oone3nsix oomena BemiecTB. CHMITOMATHYCCKOE Jieue-
HY€ HaCJIeCTBEHHOH naTtonorun. BoaMokHocTH 1 orpa-
HUYCHUS.
Bonpocsl ngucnaHcepuzanuu U peadbunuranuu  00ib-
HBIX C HACJIEJCTBEHHONM U BPOXKJIEHHOW IaTOJOTHEH.
Peabunmuranus u auc- Menuko-reHeTHYeCKask ITOMOIIb OOJBHBIM HX CEMbSIM,
1o | MaHcepusaus OOJIBHBIX C | pOJICTBEHHUKAM OOJIBHBIX. [IporpaMMbl peaOHUIHTAIIIH
HACJIC/ICTBCHHOW U BPOXK- | OOJIBHBIX C XPOMOCOMHOM TTaTOJIOTHEH.
JIEHHOM IaTOJIOTHEN Oxka3zaHue ICUXOJIOTHYECKOM IIOMOIIM CEMbBE C HACIEN-
CTBCHHOW matonoruei. OpraHu3aius peaOuIuTaIuK
JIeTeH ¢ HACJICICTBCHHOM MaTOJIOTUEH.
IIpenaranbHas TMATHOCTHKA BPOKAEHHBIX MOPOKOB Pa3BUTHS H
HACJIeICTBEHHBIX 00J1e3Hel
Wneonorust reneTndeckoro ckpuHuHra. OCHOBHBIE 3Ta-
bl IpoBesieHusl. CKpUHMHTOBBIE IPOrpaMMBbl 00CIe0-
leHeTnueckuii CKpUHUHT | BaHUS OEPEMEHHBIX U HOBOPOXKACHHBIX. OpraHu3zanus
1 | Hac/IeICTBEHHOW U BPOXK- | FEHETHYECKOTO CKPUHMHTA. MeXayHapOoaHbIe CTaHaap-
JICHHOM TaTOJIOTHH ThI ISl TPOBEIEHHSI T€HETHYECKOro CKpUHHMHIa. Me-
TOJBl TEHETHYECKOro CKpuHHHTra. CpOKH IpOBEICHUS.
OreHka 3 HEeKTHBHOCTH CKPUHUHTA.
[IpenaranpHas muarnoc- | MlHBa3WBHBIE W HEMHBAa3WBHBIE METOIBI MPEHATAIBHOMN
2 | THKa BPOXKACHHBIX MTOPO- | TMATHOCTHUKH, IOKA3aHUsI ¥ YCIOBUSA MpoBeaeHus. buo-

KOB pa3BUTHA U HACJICI-

XUMHYECKUH CKpUHUHT | U 2 TPUMECTPOB. YIBTpa3By-

HlIsrry Teri apTypii
KacylagapablH
IIUTOT€HETUKAJIBIK
aHaJIM3IHIH epeKIIeiKTepi

[Ibrry Teri opTypIi skacyagapablH UTOT€HETHKATIBIK
aHAJIM3IHIH  epeKmenikTepi. 3epTIey MaTepualiblH
OHJICY OJICIHIH epeKuIenikTepi. 3epTTeyluiH Typiepi.
Herisri xe3enaepi.
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MeauuuHaNbIK TeHEeTHKA JKoHe KOFaM JACHCAYJIbIFbI

Kazakcran
PecnyOnuKachIHbIH

¥ arTeIK [ €eHETUKAIIBIK
Peructpi

Hamynsly Tya OITKEH aKayJdapblHBIH MOHHUTOPHHII
xyHecinneri Kaszakcran PecriyOnukacbiHbIH YJITTBIK
I'enetnkansik Perucrpi. ¥I'P xyprizy. depekrep 6a3a-
cel. KP ¥T'P Goiibiniia ecen 6epy dpopmanapsl. Herisri
KepceTKimTepi (IaMyablH Tya OITKCH akaylapbIHBIH
JKHLITIT, TaMy/IbIH Tya OITKEH aKayiapblH KaTaH eCeIKe
aJTyJaFbl KHIJIIT, OJITYyYHIBUIBIKTAFBI YJIeCi )KoHe T.0.).
JKyMbic icTey HoTHXKETEpI.

IIpuHuune! opranusa-
U paboThl MEIUKO-
FEHETUYECKOro KaOHHeTa

Opranuzanusi paboThl MEINKO-TEHETHYECKOTO KaOuHe-
Ta (KOHCYNbTalnu). MeAUKO-TeHETHYEeCKOE KOHCYIBTH-
poBaHHE B pernoHax. PermoHanbHble pa3nuuusi opra-
HU3AIUH MEIMKO-TE€HETHYECKOW IOMOIIN HACEJICHHIO
1 podUIAKTUKH BPOXJIEHHON M HAcJeCTBEHHOHU Ia-
TOJIOTHH.

AJMacylbIH TYKbIM Kya/1aFaH aypyJapbl

3arTap aJMacyblHbIH
TYKbIM KyaJlaFaH

aypyJIapbIHbIH
JIUArHOCTHKAJIBIK dflicTepi

3arTap anMacyblHBIH TYKBIM KyallaFaH aypyJiapsl
JIMarHOCTHKACHIHBIH KJIACCHKAIBIK 3IicTepi. O MICTEpIiH
myw™mkinmtikrepi. Kepcerimaepi. llexrenyi. Ananmus-
JIep HOTHXKEJIEPiH TYCIHIIPY.

Pa3Butne MonekynspHoit
MEIULIMHBI

Pa3BuTHEe MONEKyIIpHOW METUIMHBEI B MHpe U B Pe-
cnyonuke Ka3zaxcraH. AKTyanbHOCTH TpOOJIEMBI, €e
3HAYECHHUE I KIMHUYECKOH MequIUHEL [eHeTndyeckoe
TecTupoBaHue. YacToTsl Hanbosee pacpoCTpaHEHHBIX
MyTalUil MyKOBUCLU03a, (PCHWIKETOHYPUU U IPYTHX
3a00JIeBaHUN B Ka3aXCKOW MOMYJIALUH.

3arTap aaMacybIHbIH
TYKbIM KyaJlaraH aypysa-

3arTap anMacyblHbIH TYKBIM KyalaraH aypyiapbl
JIMarHOCTHKACHIHBIH Ka3ipri omicrepi. Macc-crek-
TpOMETpHs. 3arrap ajlMacyblHbIH TYKbIM KyasaraH

HeonaranpHbiil CKpHHHHT

HeonaranbHbiii ckpuHUHT. L{enu, 3a1a41, BO3MOYKHOCTH.
Yenosust or6opa 3a001eBaHuil B IpOrpaMMy HEOHATaIb-
HOTO T€HETHYECKOTO CKpUHMHTa. MeTOIBl TPOBENCHNUS
HEOHATaJbHOTO CKPWHHUHIa. MacCOBBIH U CEJIEKTHB-
HBI HEOHATANbHBIN CKpUHUHT. HopMaTuBHO-TIpaBOBHIE
AKTBI, peIIaMEHTHPYIOIIUE MPOBEICHUSI HEOHATAIbHO-
ro ckpuHuHra B PecryOnuke Kazaxcran. Opranuszanus
CKPUHUHTa HOBOPOXKJICHHBIX B peruoHe. Pacuet addex-
TUBHOCTHU HEOHATAJIbHOTO CKPUHUHTA.

MeuKo-reHeTHIeCcKoe
KOHCYJIBTHpOBaHHe Oepe-
MEHHBIX

MeauKo-reHEeTHUeCKOE KOHCYIBTUPOBAHIE OePEMEHHBIX
Ha Pa3IM4HBIX cpokax OepeMeHHOCTH. DOpMUpPOBAHUE
TPyl I'eHETUYECKOro pucka. OcoOEHHOCTH MEIHKO-
TEHETHYECKOTO KOHCYIBTHPOBaHUS OCPEeMEHHBIX C
BPOXK/ICHHBIMH TIOPOKAMH Pa3BUTHS IIIOMA.

ANTOopuTM BeJeHHA OepPEeMEHHBIX U IpeHaTaIbHas JHa-
THOCTHKH B TPYTIIAX PUCKa B 3aBUCHMOCTH OT BETHIHHBI
TeHETHYECKOTO PHCKa. BOMPOCH ATHKH M IEOHTOIOTHH
Bpaya-TeHETHKH ITPH MEAUKO-TeHETHUECKOM KOHCYIIBTH-
pOBaHUY OEpPEMEHHBIX.

2
PBI IMarHOCTUKACHIHBIH aypyJapbIHbIH JHAarHOCTHKACBIHAAFBl MAaCcC-CIEKTPO-
Ka3ipri opictepi MmeTpusi MyMKiHmtikrepi. Kepcerimaepi. Ilexrenyi.
AHanuziep HOTHKENEpiH TYCIHIIpY.
3.3 [IpakTHKAJIBIK ca0aKTap sKOCHAPBIHBIH YJrici
Ne TakbIpbIObI Ma3myHbl
MenMuuHAaIBIK FTeHeTHKA
Anam Kacymanbiy Oeninyi. JKacymanblk LUK KOHE OHBIH
1 | TYKBIMKyaJlayIIBUIBIFBIHBIH | Ke3eHaAepi. MUTO3 jKoHE OHBIH epeKienikrepi. Meiio3
LIUTOJIOTUSIIBIK HET131 JKOHE OHBIH MOHI.
JHK, PHK kypsuteivaapst. JIHK peruxanusicsr. JIHK
pekoMOuHaIusichl. PekomOuHarmst mexanusmi. JTHK
TYKBIMKyaJ1ay IBUTBIKTBIH, .
2 . penaparnusicel. JIHK Tparckpumnmmsicer. PHK Typrnepi.
MOJIEKYJIAIIBIK HeT131
PHK Ttpancnsmmsicel. T'enpep skone Hopyswzmap.Cu-
TYaIMSUTBIK €CEeTTEeP/Ii IIeTy.
3 XpomocoMma npernaparra- XpomocoMa mpenaparTapblH any omuictepi. Typrepi,
PBIH ATy oficTepi HETi3r1 Ke3eHaepi.
KimHuKanbIK-TeHeanorusiIblK, - dflic. OMAICTIH Heri3i.
Hlexipeni kypy epexenepi. Illexipeni Kypy kesinae
4 Kinnukabik- KOJIIaHbLIAThIH ~ Heri3ri  cumBongap. lllexipenin

T'CHCAJIOTUAJIBIK QHiC

rpadukansik Typiepi. [LexipeHi akmapartapabl JKHHAY
epexernepi. TYKbIM KyalayablH opTYpIIi THIITEPiHIETe
HISXKIPEHIH aHAIU3I.

MeauKo-reHeTHIeCKOe
KOHCYJIBTUPOBaHUE NTPU
XPOMOCOMHOH TaTOJIOTHHI

[IpuHIMIT MEIUKO-TeHETHYECKOTO KOHCYJIBTHPOBAHHS
cemeit ¢ XpoMocoMHO# ratosiorueid. OcoOEHHOCTH KOH-
CYJIETUPOBAHMS HOCHUTENIEH XPOMOCOMHBIX HapyLICHHUI.
Bompochl 3THKH W JIEOHTOJOTUH Bpada-TeHETHUKa MpPU
KOHCYJIFTHUPOBAaHHH CeMeil ¢ XpOMOCOMHOM MaTONOTHei
1 HOCHUTeNell cOaNaHCUPOBaHHBIX XPOMOCOMHBIX Hapy-
MICHAN.

MenuKo-reHeTHIEeCKOe
KOHCYJBTUPOBaHUE ceMen
B HACJICJCTBEHHOM

[TpuHIMIB MEIUKO-TEHETUIECKOTO KOHCYIBTHPOBAHUS
ceMeil ¢ HacleICTBEHHONH MOHOI€HHOW maronoruei.
OCo0eHHOCTH KOHCYIBTHPOBAHUS U PA3bSICHEHUS TH-
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oOMEHa U JIpyruX B NPEAPacIOIOKEHHOCTh K HEBbIHA-
LIMBaHUIO OEPEMEHHOCTH M CHHJAPOMBI MOTEPHU IUIOJA.
MeTo/bl TMarHOCTUKU M MTPOPHUIAKTHKH.

Otwnonorus. Ilatorenes. KimHnueckue MPOABJIICHUS.

XpomocoManap KypbUIBIMBEL. AjaM  XpoMocomara-

8 | BpoxxaeHHbIH THIIOTHPEO03
[Mpuniunet neyenus. [IpoduiakTuka.
OOmye mpencTaBaeHUs] O 3HAYEHHH HACIIEACTBEHHBIX
(akTOpOB B BOBHUKHOBEHUH paka. DakTOphl BHEIIHEH.
Cpenbl, accOIMUPOBAHHBIE C pakoM (KaHIIEPOTEHbI).
9 |I'eHeTHKa B OHKOJIOTUH Bupychble n knerounsle oHKoreHsl. dusnonoruyeckas
POJIb KIIETOUHBIX TPOTOOHKOT€HOB. MeXaHU3MBbI IpeBpa-
LICHUS IPOTOOHKOTEHOB B OHKOT'€HBI. | €HbI-CyIpeccophbl
OITyXOJIEBOTO POCTA.
Tun HacnenoBaHus mpu caxapHoM auabere | Tuma.
10 I'enernka caxapHoro aua- | MonekynspHO-reHeTHUeCKUe MapKepbl CaXapHOTroO Iua-
oera 1 Tumna Oera | Tuna. [eHeTHUECKas! TETEPOrCHHOCTh CaXapHOTO
nuabera 1 Tuma.
Opranuyeckue aruje- OO01me NPUHLIKIBI TUATHOCTHUKY U JICYCHUS] OpTraHuue-
1] | MUH, COTPOBOXKAIOMHAE- | CKHX anuaemuid. M3oBanepuanonas anunemus. [Iponu-
Csl HApYIICHUEM HEpBHO- | OHOBAaHUS aluaeMus. MeTHIMaJIOHOBAHUS AlMJIEMHUS.
NICUXUYECKOTo pa3BuTHsA | bonesHs kieHoBOro cupoma.
Ortuosnorus HauboJiee 4acTO BCTPEYAIOIIUXCS MHUKPO-
JIeNeIIMOHHBIX XPOMOCOMHBIX 3a00seBaHui. OCOOEHHO-
XpOMOCOMHBIE MUKPOJIE- o
12 CTH KIMHUYECKUX TPOSBICHUN. MeToIbl TMarHoCTUKH.
JICIIMOHHBIE CHHIPOMBI
[penaranpaas auarHoctrka. OCOOCHHOCTH MEIUKO-
TEHETHYECKOTO KOHCYJIBTHPOBAHNS.
I'eneTnueckuil nmacnopr, Kak METOZ IPEBEHTUBHOU Me-
JUIMHBL. BBISBICHHE TeTEpPO3UTOTHOTO HOCHTENIBCTBA
N MyTauuii Haubosiee 4YacTbIX M PaCHPOCTPAaHEHHBIX
lenernueckuii nacnopr, N
.. | MOHOreHHbIX Oone3Hel. I'eHbl MpeapacnonoKEHHOCTU
13 | kak MeToJ| TPEBEHTHBHOM

MCIUITUHBI

K My/IbTU(AKTOpPUAILHOM mnaronoruu. leHeTuuyeckuit
NIACIIOPT IS BBIABIEHHS IPEAPACIIONOKEHHOCTH K aKy-
LIEPCKUM OCJIOKHEHHAM, CEPAEUHOCOCYIUCTOI MaToo-
I'MHU, OHKOJIOTHYECKUM 3a00JIEBAHUSAM U IIPOYUE.

Xpomocomaiap . . .
. PBIHBIH JKIKTeIyi. XpoMocoMaslapAblH Ka3ipri HOMEH-
5 | kyppuibIMbL. Kasipri HomeH-
. KJIaTypachl. XpoMOCOMajbIK Oy3bUIbICTAap Ipaduka-
P JIBIK ’Ka30aChIHBIH HETi3T1 XaIbIKapaiblK CHMBOJIAPHIL.
Anam KaH TonTapbiHbIH onumMopduzmi. ABO xyiieci
6 AnaMm KaH TONTapbIHbIH OOMbIHIIa KAaHHBIH TYKBIM KyallaFaH TONTapbl. Pe3syc-
noJauMopusmi (hakTopablH TYKbIM Kyanaybl. MN kyiieci OoiibIHIIIA
KaH HOpYBI3Aaphl.
XpoMocoMalbIK Oy3bUIBIC- . - .. .
IuToreHeTuKanbIK 9ic. OMICTIH Herizi. OTKi3y
7 | TapIbIH IATOT€HETUKAIIBIK .
ke3enaepi. IIpenaparrapisl MUKPOCKOIIIEH KOPY.
JIHATHOCTHKACHI
Tomynsumsaarel  TeHIAEpP  TEHe-TCHAIK  3aHBIHBIH
AHBIKTaMachl, MOHI MEH MaHBI3bL. AJlaM OIS~
8 | Xapau-BaitnOepr 3aHbI ChIHarbl Xapan-BaiHOepr TeopusibIK OeyiHzueri
KepiHicTep MeH aybITKynap. CUTYyaIMsUIBIK ecenTepii
IIery.
Wubpuanur. MuOpentik, ayTOpeaTik, Kypama Heke-
9 TybICTBIK 1opexeci Typaibl |siep. Kanmac Tybic nopexeci Typasibl Tycinik. Kanmac
TYCiHiK TYBICTBIH OPTYpPJIi JopexeciHieri MHOPUIUHT KOdb-
(unmenTi.
OJiCcTiH MoHI. MOHO- JOHE JM3UIOTalbl eri3aepaeri
. . KOHKOPJIQHTTBUTBIK JKOHE JUCKOPIAHTTBUIBIK TYpallbl
10 | Eri3aik oxic . .p P . yp
TyciHik. KonkopmaHTTBUIBIK KOddummenrti. Curya-
[MSITBIK €CeTTep i IeTy.
XpoMocCOMabIK . .
. . XpoMocoMasblK ~ Oy3bUTBICTap  Ke3iHAeri (eHOTHMn
11 | 6y3bIBICTap KE3iHAer .
. aHaJHM3I.
(heHoTHIT aHATTU31
TyKbIM KyajiaraH aypynap
OOMBIHIIIA KOMIBIOTEPITIK TyKkpIM KyanaraH aypyiap OOMbBIHIIA KOMITBIOTEPIIIK
12 | aHBIKTaMa-THarHOCTUKAJIBIK | aHBIKTaMa-IHarHOCTHKANIBIK )KYie MeH aepexTep Oaza-

JKYHEHI JKoHe IepeKTep
0a3achIH KOIJaHy

cbl. JKyMBIC iCTey MPHUHITUITEPI.

HacaencTBenHnbie 00J1€3HN M MEINKO-TeHETHYECKasI TOMOIIb HACEJEHNI)

KJII/IHI/IKZUILIK T€HETHUKA

Opranuzanusi MeNKO-
FeHETUYECKOMH ITOMOIIU
HacCeJECHUIO

OCHOBBI OpraHU3aLUH MEIUKO-TCHETUYECKON CITy>KOBL.
YpoBHH OpraHU3alKi MEINKO-TEHETHYECKON CITy>KOBI B
Pecny6nuke Kaszaxcran. Llenu u 3a1auu Kax0ro ypoB-
Hs. OTuerHas AOKyMeHTanus. HopMmaTuBHO-IIpaBOBbIE
aKTbl, PEeNIaMEHTUPYIOWIUE PAOOTy MEIUKO-T€HETHYEC-
kol city0bl B Pecniy6nuke Kazaxcran.

TyKbIM KyallaraH oHe

Tya OiTKEH HaToJIOrusIap
KE31HJIe MEIULIUHATIbIK-
TEHETUKAJIBIK KOHCYJIbTaLIUs
KYPTi3y

TyKpIM KyanaraH »oHEe Tya OIiTKeH IaTOJOIUsuIap
Ke3iHAE MeIUIMHAIBIK-TCHETHKAIBIK KOHCYIBTAIIHS
Kyprisy. Makcarsl. Mingerrepi. OTkizy Ke3eHIepi.
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JlaMynelH MUKpOaHOMa-
TUsIIaphl. Y FBIMIAphI
MEH TePMHUHOJIOTUSCHI.
KuHukaasIk MoHi.

JamynelH MOp(OreHeTUKaNbIK BapUaHTTapbl (MU-
KpOaHOMAJTHsUIap, MHKpOOeNriep, IucIMOpHoreHes3
Oenrinepi), onapablH AaMybl, HOCTHATAIIBIK MOANU(DU-
Kaluschl. JKammel xoHe O31HIIK MOP(OreHETHKAIBIK
BapUaHTTaphl: TYKbIM KyajlaFaH CHHIPOMIAp MEH
Tya OITKEH >arnaijap JWarHOCTUKACHIHAAFbl MOHI.
lexipeni KypacThIpy, KITMHHKABIK )KSHE 3epTXaHABIK
TeKcepyi Oaranay.

OPTYPIi TYKBIM KyajlaraH
MaToJIOrUsIap Ke31Heri
HayKacTap (PeHOTHITIHIH
aHanm3i

OpTYpiti TYKbIM KyajaFaH [aroorusuiap (Jamysisiy
Tya OITKEH aKaylapbl, XpOMOCOMAJbBIK MaTOJOIHUs-
Jap, MOHOTEHJIK aypyiap) Ke3iHzaeri Haykacrtap ¢e-
HOTHITIHIH aHaIH31.

OTtHdeckue npooIeMbl
MEHUKO-T€HETUYECKOTO
KOHCYITFTHPOBAHHUS

OTHueckue MpoOJIeMbl MEIUKO-TEHETHYECKOTO KOH-
CYJIITHUPOBAHMA: PAa3JIM4HbIe BUJABI JUCKPUMHUHALIUIA,
KOH(IMKT TIpaB, MpOOJeMbl pacKpbITUS MH(OpMALIUY,
TEHETHYECKUH JEeTePMHHU3M, Pa3sHUIA B KYJIbTYPHBIX
HOpMax IT0 OTHOIIEHHIO K 37I0POBBI0. DTHUECKHE TTPHH-
UMbl TEHETHYECKOrO KOHCYJIbTHpoBaHus. Ilcuxoro-
FHYECKOE W TCHUXOCOIMAIBHOE HAIMPABICHUE MEIUKO-
TCHETHYCCKOTO KOHCYJIbTHpOBaHUs. OOIIHe yCIOBHS
JUTSI TEHETHYECKOTO TECTUPOBAHUSI.

T'enerukanbik Kayin-
KaTepliep/i ecenTer
HIBIFapy MPUHIUTITEP]

T'enerukanslk Kayin-karepiep Typaibl TyciHik. le-
HETUKAJBIK Kayll-KaTepepl ecenTell LIblFapy MpUH-
munrepi. CHTYaIisIIbIK €CenTep Il MIeTTy.

OTtHveckue mpooIeMbl
PEnponyKTUBHON Meu-
LMHBI

Otuueckue MpoOIeMbl PENPOSYKTHBHONH MEIHUIIUHEL.
BcnomorarenbHble penpoayKTUBHBIE TEXHOJIOIHH, TIpe-
JUMIUIAaHTAIIMOHHAs [UAarHOCTHUKA, [IPeHaTaabHas Aua-
THOCTHUKA, JOHOPCTBO IOJIOBBIX KJIETOK, CyppOrarHoe
MAaTepUHCTBO.

3epTxaH AJIbIK 'CHETHUKA

IIpumepHoe coep:kaHne KOMIIOHEHTA 110 BBIGOPY

TTonmumepas bl Ti30€KTi
peaxius

OpictiH MoHi. [Tonmumepasbl TI30KTI peaKkusIapbIH
typuiepi. Herizrikesenaepi. KnuHUKaIbIK reHE THKA1aF b
KOJIIaHy MYMKIiHIIIIT.

AKTyaJ’ILHLle BOIIPOCHI Me)II/IIII/lHCKOﬁ IF€eHETUKH

PecTpukT y3iHaIC] Y3bIHIbI-
FBIHBIH IOJIUMOPhH3MI

Onictin MoHi. Herisri kesenaepi. KimHukansik rene-
TUKaJaFbl KOJIaHY MYMKiHIILTIT.

T'eHOMABIK TaKTHIIO CKOTTHUS

TeHOMIBIK JTaKTHUIOCKONHS. OMICTIH MoHI. MyM-
kinmriiri. Kosnany aiiMarbl. AHaIH3/ KOHO.

DeTanbHas MEIULIUHA:
MU} WU peanbHOCTD

®OeranbHas menunuHa. [Tonsrue. Buapl GeranbpHoi Me-
JULUHBL: TIpeHaTalbHas JUAarHoCTHKa, ¢eTanbHas Te-
pamnust, peTanbHas XUpyprus, (eranbHas IMarHoCTHKa,
Fetendo. Bo3moxkHOCTH (eTanbHOI XUPypruu, OTKpPbI-
tast ¢eranpHas xupyprus. Jleuenue cunapoma Dera-
¢eranpHON TpaHCy3HN MeTomaMu (eTaabHOH MenH-
1uHBl. OCHOBHBIC POOIEMBI (JeTaTbHOI MEAUIINHEL

IIuToreHeTHKAIBIK 9]1iC

Kapuotunrey. OTkizy kezenaepi. Marepuannap/sl aiy.
Ery. Ocipy. Bekity. Bosy. IIpenaparTsl MHKPOCKOII-
HICH KOpy.

JleeKThl HEeBpaJIbHOM
TpyOKH

Oruonorus. [larorenes. Knaccuduranus. [Ipenarans-
Hasl JUarHOCTHKA OTKPBITBIX Je(eKTOB HEBpaIbHOMN
TpyOku. JleueHrne M MpouiIakTHKA.

Monekynansik-
[IATOTEHETHKAJIBIK dJTiC

MorneKynanbIK-IUTOreHeTUKANBIK 911ic. Typiepi. Heris-
ri keseHgepi. KIIMHHUKAIBIK MEIMIIMHAIAFBI MOJIEKY-
JIANIBIK-IIATOTCHETUKAJIBIK  OJIICTIH MYMKIHIIUTIKTEPI.
AHanmz1i Koro.

®donarzaBUCUMBIE BPOXK-
JICHHBIE IOPOKYU PA3BUTUS

Otuonorust (oNaT3aBUCUMBIX BPOXKICHHBIX ITOPOKOB
pazButus. [Tatorenes. [IpenaranbHas quarsocruka. Jle-
YyeHue U NpoQuIakTHKa.

IeHeTHKAIIBIK TPEHATAIIBIK
CKPHHHUHT 9J1icTepi

T'eHeTHKANIBIK MPEHATAIBIK CKPUHHUHT dficTepi. AHa-
T30 KOTO.

Oruonorus. [larorenes. Knaccudukanus. Knuamaeckne

Irreri Hopecre
XPOMOCOMAIIBIK
OY3BUTBICTAPBIHBIH
WHBA3USUTBIK TIPEHATAIBIK
JIMAarHOCTUKACHLIHIAFBI
LIUTON€HETUKAJIBIK dJIiCl

Kyprizy keszenaepi. MHBa3HUIBIK MPEHATAABIK JHa-
HOCTHKAHBIH OpTYpPIHAC MaTephajiapisl ajxy »XKoHe
enzey. Ery. Ocipy. bexkity. bosy. [Ipenapartsl MUkpo-
CKOIITICH Kopy.

MyxoBucao3
nposiienust. [Tpuanumet nedenus. [Ipodumakrrka.
Otnonorus. [larorene3. Knunudeckme mnposBICHUS.
DeHnIKeTOHY pUs MarepuHckast (GpeHUIKeTOHYpHs. [IpUHIIMIIBI JIeYEHUSI.
[Mpodunakruka.
AIpeHOTreHUTAIbHbII Oruonorus. [Tatorenes. Knaccudukanus. Kinuanueckue
CHUHJIPOM nposiBnenus. [Ipunuunnst nedenus. [Ipodunakruka.

Macc-cniexkrpometpust

Amnanusai Koro. OMICTIH HETi3i, ChIHAKKA TafbIH/IBIK,
aHAJIU31H JKYPTi3y Karaaibl, MYMKIHILILTIT, IEKTENYi.

I'eneTnka HeBBIHAIINBA-
HUsT OEpEMEHHOCTH

3HaYeHUE TeHETHUECKHUX (DAaKTOPOB B MPEIPACIIONOKEH-
HOCTh K HEBBIHAIIMBAHUIO OepeMeHHOCTH. Posib reHOB
(omarHoro MeTaboM3Ma, TCHOB CBEPTHIBAIOIICH CUCTE-
MBI, TCHOB CHCTEMBI ICTOKCHUKALIMHU, TCHOB JIUITHIHOTO
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CTHUKC HACJICACTBCHHBIX U
MYJIBTH()AKTOPUATBEHBIX
3a00JIEBaHUHI

3a00eBaHNi. YPOBHH OMOXMMHUYECKOW JAMAarHOCTHKH:
MEPBUYHBINA MPOMYKT I'eHa, KICTOYHBI YPOBEHb, METa-
OONMUTHl B OMOJOTMYECKUX JKUAKOCTSX. [Ipeanonoxu-
TeJbHAsl JUArHOCTHKA (IIPOCEUBAHUE): KaueCTBEHHBIC
1 KOJMYECTBEHHbIE METO/bl. [lepeueHb OCHOBHBIX Me-
TOMOB M KpaTKasi UX XapaKTepHCTHKa (KaueCTBEHHBIC
TECTBl C MOYOH, OymMakHasi M TOHKOCIIOWHAsh XpoMa-
Torpadusi aMUHOKHCIOT U CaxapoB B MOYE M KPOBH,
anekTpodope3, MUKpoOHomornueckuii Tect [arpw,
¢duroopomeTtpusi). [IpocenBaroiime mporpaMMbl Macco-
BO IMarHOCTHKH HACJICICTBEHHBIX OOJIE3HEH U reTepo-
3UTOTHBIX cocTosiHui. [lonTBeprkaaromas AMarHocTruka.
KonnuectBenHoe omnpezeneHue GpepMeHTOB U MeTado-
uToB. COBpEeMEHHbBIE METO/Ibl: aBTOMAaTHYECKHI aHAIIN3
aMHUHOKHCIIOT, JKHJIKOCTHAsI U Ta30Bas Xxpomarorpadus,
Macc-CIeKTPOMETPHUSI, SACPHBII MAarHUTHBIA PEe30HAaHC,
PaTHOMMMYHOXUMUYECKUE 1 UIMMYHO(DEPMEHTHBIE Me-
toapl. [loka3aHust K OHOXMMHYECKOMY HCCIIEIOBAaHHIO
JUTSL TUarHOCTUKY HACJIEACTBEHHBIX 3a00IeBaHUH.

MeauuuHaNbIK TeHETUKAHBIH 3THKAJIBIK jK9He KYKBIKTBIK Heri3uepi

I'eHeTHKAIIBIK aHAMHE31

6ap orOacbLIapbI-

Ha MEIUIIUHAIIBIK-
TEHETHKAIIBIK KOHCYITBTAIHSI
JKYPTIi3y/IiH 3THKAJBIK
acrekrinepi

TeneTnkanblk aHamMHe31 0ap oTOAachUIApPbIHA METUIIU-
HAJIBIK-TeHETUKAIIBIK KOHCYJIBTAIMsl JKYPTi3y: MOHO-
TEH/IK MaTOJNOTHsUIAP, XPOMOCOMAIIBIK IATOIOTHsIIaP
JKOHE JIaMYJIBIH Tya OITKEH aKaylapbl. MEAUIIHHAIIBIK-
TCHETHKAIBIK KOHCYJBTALMS KYPTI3yMiH 3THKAIBIK
JKOHE KYKBIKTBIK €PEKIIEIIKTepI.

YKorapbl reHeTUKAIBIK
Kayin-Karep TONTapbIHIaFbI
JKYKTI offennepre
MEIUIHAJBIK-
TeHETHKAJIBIK KOHCYJIBTAIHS

KYprisy

JKorapsl TeHETHKAJbIK Kayil-KaTep TONTApPbIHAAFEI
JKYKT1 olienziepre MEIUIMHAIBIK- €HETHUKAJBIK KOH-
CyabTallusl  KYpPrizy. MenunnuHaibIK-TreHeTUKAIBIK
KOHCYJIBTAIMS XKYPIi3yNiH 3THKAIbIK OHE KYKBIKTBIK
epeKILEIIIKTEpI.

[rreri HOpeCTeHIH Tya
OITKeH akayyapbl Oap JKYKTi
slienepre MeIUITMHABIK-
TeHETUKAJIBIK KOHCYJIBTAINS
JKYPTi3y epeKLIeNikTepi

liireri HOpecTeHiH Tya OITKeH akayiapbl Oap JKYKTi
oifeniepre  MEIUIIMHAIBIK-TCHETHKAIBIK ~KOHCYIIBTa-
Esl OKYPrizy. MeIuIHHAIBIK-TEHETHKAIBIK KOHCYITb-
Tamusl OKYPri3yOiH OTHKAJbIK JKOHE  KYKBIKTBIK
epeKIIeIiKTepi.

Macc-crniekTpomMeTpus B
KJIMHUYECKON NPAKTHKE

Ompenenenne. [lpuamun metona. OCHOBHBIE ATarbl
npoBesieHus. BO3MOXKHOCTH METOAbI B KIMHMYECKOM
npakTtuke. Orpannuenus. [Tokazanus s npoBeneHus
uccienoBaHus. Bo3aMOXKHOCTH B HEOHATaJbHOM CKPH-
HUHIE, B KJIMHUYECKOH TOKCHUKOJIOTHH, , ONPECIICHHS
OMOMapKepoB, Ul JIUArHOCTUKW HACIJIEJCTBEHHBIX Ha-
pyuieHuii oOMeHa BewiecTB (aMHHOKHCIIOT, ITypHHOB,
MMUPUMHUIMHOB, OPTraHUYECKHUX allUIEMHUH, HapyIICHUH
[B-OKHCIIEHUS IKUPHBIX KUCIIOT U JIP.).

Penponykuusiiblk GyHKIMS-
JapablH Oy3bLIbICTaphl
KE31HJIe MEIULIUHATIbIK-

PenponykuusiiblK  QyHKIUSUIAPABIH — OY3bUIBICTAPHI
Ke31HJEC MEANIUHAIBIK-TEHETUKAIBIK KOHCYJIbTAIHS
KYPrizy. MeauIMHaIBbIK-TeHETUKAIIBIK KOHCYJIBTaINs

TEHETHKAIIBIK KOHCYITBTAIHSI
JKYPTi3y epeKiienikrepi

JKYPTi3yIiH STUKAJBIK JKOHE KYKBIKTBHIK CPCKIICIIiK-
Tepi.

Tanpnay OolibIHIIA KOMIIOHEHTTep YJIrici

MeauuuHaIbIK TeHeTHKAHBIH 03€KTi MaceJlesiepi

ITHYecKUe NMpaBoOBbIC OCHOBBI Mele/IlI](lHCKOi/'I TF€HETUKH

buosTuka

[puniunel 1 npaBuia 6uod3TUKU. Mctopust Bompoca.
[Ipunuun «He HaBpeaw». IIpuHIMN «aBTOHOMUU Y-
HoCTW». [IpuHIMD «cripaBeuIUBOCTWY. [IpaBumiia coBpe-
MeHHOH 6nosTuky. IlpaBuno «npasauBoctuy. IIpaBuiio
«KOH(pUIEeHIMANbHOCTHY. IIpaBuno «uHGOPMHUPOBAH-
HOT'O COIVIACHSD).

HpeHaTaJ'IHLIK KOHCUJIINYM

IIpenaranapik koHcwImyM. YHbIM. MamaHgapasiH
Herisri Kypambl. Makcarel, Mingerrepi. Ecen Oepy
Ky)KaTTaMaiapsl.

deto-(heTanabK TpaHc-
(hy3ust CHHIPOMBI

Ke3iH/Ie MeIUINHAIBIK-
T€HETHUKAJIBIK KOHCYIbTALUS
KYprizy

®dero-peranapk TpaHchy3us CHHAPOMBI KE3iHIE Me-
JMLMHAJIBIK-TCHETUKAJIBIK KOHCY/IBTALMS KYPTi3y.

HpI/IHHI/IHLI JCOHTOJIOTHH
W OTUKH B KIIMHUYECKON
TCHCTUKE

Jeonrtonorust. OCHOBBI y4YeHHsI O BpadeOHOH JTHKE U
3CTETHKE, O BpaueOHOM J0Jire, O BpaueOHOM TaitHe. Me-
MUIMHCKasT dThKa. llpaBmma B3amMonewcTBHsS Bpavya U
OOJILHOTO C HACICJCTBCHHOM MATOJIOTHMEH M €ro pojCT-
BEHHHUKOB. bruosTnyeckue mpooieMsl MpoQuiiakTHKH Hac-
JIZICTBEHHOM TIaTONOTHH. DTHYECKHE W MOPATbHO-TICH-
XOJIOTUYECKUE TIPOOTIEMbI PEHATATBLHON TUATHOCTHKH.

Hepainik TyTik akayblH
aJIIbIH ally oJicTepi

Hepainik TyTik akayblH aJlbIH aiy oficrepi. Hepsinik
TYTIK aKayblH NEPUKOHLENIHAIBIK aJIbIH ally.

domnarrayeni Tya 6iTkeH
aKayJaap/bl allJIbIH Ay

DonarTayenni Tya OITKEH aKaylap/bl AJIbIH aly.

Kana TypUIFaH HOpecTe
MYKOBHUCLIUJIO3BI

MyKOBHCIHI03 JAMArHOCTUKACBIHBIH EPEKIIeIiKTepi.
Tep ceiHakTapbl. MyKOBHCIIHIO3/IBIH MOJICKYIIATBIK-
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JUArHoCTUKaCbhIHbIH

T€HCTUKAJIBIK TUAarHOCTUKACHI.

psiia MEHIEIUPYIOUUX 3a00IeBaHUMN, MPOSBIISIOIINXCS
M3MEHEHUEM XPOMOCOM, THArHOCTHKE OHKOJIOTUYECKUX
3a00/eBaHUi U HEKOTOPBIX (hopM JEHKO30B, OLEHKE
MyTareHHbIX 3((EKTOB JIEKAPCTBEHHBIX IIPENapaToB,
MOHHTOPHHTE TTOBPEKJAOIINX BO3ACHCTBUH (hakTOpOB
Cpezbl.

MeTo/ibl TeHETHUECKOTO
CKPUHHMHIa OEPEeMEHHBIX
1 TpumecTpa

OmnpeneneHue mIa3MeHHOTO aCCOIMUPOBAHHOTO € Oepe-
MEHHOCTBIO Oeiika A, B-CyObeIMHUIIBI XOPHOHHYECKOTO
TOHAJIOTPONMHA YEJIOBEUECKOTO B CHIBOPOTKE OEpeMeH-
HbIx. DopMHpOBaHKME TPYNI PUCKA 1O XPOMOCOMHOM
NaTOJIOTMU 10 JaHHBIM OMOXMMUYECKOTO CKpUHHUHTA |
TpuMecTpa. HOoBbIE CHIBOPOTOYHBIE MapKepbl, UCIIOIb-
3yeMble B F€HETHUECKOM CKpPHHUHIE: MHruOuH-A, PP-
13. BO3MOKHOCTH, OTpaHHYEHHS. YCIIOBUS, BIHSIOLINE
Ha JIOCTOBEPHOCTH aHaNu3a. BHyTpu- 1 Mexiaboparop-
HBII KOHTPOJIb.

MeTo/ibl TeHETHUECKOTrO
CKPUHHHIa O€pEeMEHHBIX
2 Tpumectpa

Omnpenenenne P-cyObeAMHUIBI XOPUOHUYECKOTO TOHA-
JIOTPOIIMHA YEJIOBEYECKOTO, aib(a-(eTonpoTeHHa, He-
CBSI3aHHOT'O ICTPUOJIA B CBIBOPOTKE OepeMeHHBIX. Dop-
MHPOBaHHE IPYIII PHCKA O XPOMOCOMHOM IIaTOJIOTHU
10 JJAHHBIM OMOXMMHYECKOTO CKPUHUHTA 2 TPUMECTpA.
DopMHUpOBaHKE TPYIIBI PUCKA 1O AedeKTaM HeBpajb-
HOM TPYOKH U APYTUM BPOKICHHBIM MTOPOKAM Pa3BHUTHSL.
AJNTOPUTM BeJIeHHUs] OEpPEeMEHHON TPYIIIbI TeHETHYECKO-
rO pUCKa. YCIOBUSI, BIUSIONINE HA TOCTOBEPHOCTh aHa-
nm3a. BHyTpH- 1 MeXI1a00paTOpHbIA KOHTPOIIb.

epeKILeNiKTepi
6 DeHIITKETOHY PHST DeHIITKETOHYPHUST HEOHATAIIBIK CKPUHUHTI. AHAIU3/1
HEOHATaJIBIK CKPUHUHT1 KOIO.
1 >xacka meiinri
7 Oananapaarsl EHUKETO- 1 sxacka jieiiiHri Oananapaarbl JEHUKETOHYPHUS KE31HIC
HYpHsI KE31HJIC EMJIOMMEH | eMJIOMMEH eM/ICY/Ii eCenTey.
eMJIeylli ecenTey
1 »xactaH KeHiHri
] Gananapaarbl peHUKETO- 1 oxactan keifiHri Oanamapiarbl (DEHUIKETOHYPUS
Hypus Ke31HJe eMAOMMEH | Ke31HJe eMJOMMEH eMIEYIll ecenTey.
eMJIeyal ecenTey
Beneysik nen Gana
TOKTaMaNThIH KYKTLIIK Beneynik men Oana TOKTAMaWTBIH JKYKTUTIK Ke3iH[E
9 | ke3iHae MEIUIIMHAIBIK- MeULUHAIBIK-TEeHETHKAIBIK KOHCYJIBTAINS JKYPTi3y.
TeHETHUKAJIBIK KOHCYAbTanus | Tekcepy anropurTMmi.
KYprizy
HepBTiK-TICHXHUKATBIK
10 | AAMYABIH Texelyl ke3inaeri | HepBTiK-IICUXMKaNbIK JAaMy[blH TexXelyl Ke3iHieri
CHHPOMAJIIIBIK JIUArHO- CHHIPOMAJIJIBIK THarHocTuka. Texcepy airopurmi.
CTHKA
JKBIHBICTBIK TaMy/IbIH
1 Oy3bUIBICTApPBI KE31HACT] JKBIHBICTBIK TaMy/IbIH OY3bUIBICTAphl KE3IHJETI CHHII-
CHHIPOMAJIJIBIK INarHo- POMaIBIK THarHOCTHKA. Tekcepy aJlrOpuTMi.
CTHKa
12 MHUKpOzeIeUsIIbIK CHH- MHUKpOzEeNeUsUIbIK ~ CHHAPOMAAP  AMAarHOCTHUKACHL.
JpOM/JIap INarHOCTHUKACHI Amnanusi Koro.
TeHeTHKANBIK TTACTIOPT. AKYIIEPHSIIBIK aCKbIHYJIapFa,
JKYPEK-KaHTaMBIpIap MaTOJOTHsIIApbIHA, OHKOJOTHS-
13 | 'eneTuKanbIK macmopt P prap o PIHa,
JBIK JKoHE T.0. aypynapra OeHiMIUTIKTIH TeHETHKAIBIK,
MacnopThIHA MbIcaIaap.
TyYKBIM KyaJiaraH aypyJap :KoHe TYPFBIHIapFa MeIUIHHATBIK-TeHeTHKAJDBIK
JKOPAEM KOpCeTy
Kazaxcran PecriyGnuka- Kazakcran PecrnyOnukachlHia MeTUIIMHAIBIK-TCHE-
| | CBIHAA ME/IMUHHATBIK — THKaJIBIK KBI3BMETTIH ecen Oepy KykarTamachl. [ene-
TeHETHKAJIBIK KbI3METTIH TUKAJIBIK CKpUHHUHI 1eH ¥[ P OoiibiHma ecen Oepy
ecern Oepy KyKaTTaMacsl (hopmaapsl.
Jlene miliHi JaMybIHBIH L. L. . .
L . JleHe minmiHi JAaMyBIHBIH KiJgipyl Ke3iHIeri CHHI-
2 | Kigipyi Ke3iHaeri CHHIpPO-

MaJIAbIK JHarHOCTHUKaA

pOMaJIABIK JUArHOCTHUKA. TeKCpr aJ'Il"OpI/ITMi.

MeToansl HHBA3UBHOU
NpeHaTaabHON AMarHO-
CTUKU

[IpenartanpHas WHBAa3WBHAs JTUATHOCTHUKA XPOMOCOM-
HOH 1 MOHOTeHHOH matoiorun. CpoKH MpOBEICHNUS paz-
JIMYHBIX METOOB MHBA3MBHOI IWarHOCTUKH. bromcwus
XOPHOHA, IUIALCHTOLIEHTE3, aMHHOIIEHTE3 U KOPJOLCH-
Te3. Meronnka NpPOBEACHUS MHBAa3UBHOW IPOLEAYPHI
Ha Pa3IMYHBIX CPOKax OepeMeHHOCTH. Meroauka 00-
pabOTKH IJIONOBOrO MarepHana (KapHOTUIHMPOBAHUE,
MOJICKYJIIPHO-TEHETHICCKHE, OMOXUMUYCCKUE METOJIBI
n T.1.). [loka3aHus Juis HampaBieHHs OCpeMEHHOH Ha
MHBAa3WBHYIO JHMarHOCTHKY HACIICCTBEHHON I1aTONO-
rud. [IpoTHBONOKA3aHUSI M OCJIOKHEHHS WHBa3HBHBIX
METOZOB AMATHOCTHKA. D(PPEKTHBHOCTh WHBa3UBHBIX
METOOB JHAarHOCTHKH.

buoxumunyeckue MCTObI
HUCCJICIOBAaHUA B JUArHO-

3HaveHne GMOXUMUUYECKUX METOJOB B IHATHOCTHKE Ha-
CJICAICTBEHHBIX OoNe3HeH M MyabTH()AKTOPHATIBHBIX
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JlaGopaTopHasi reHeTHKa

Metoabl MOJIEKYIIAPHO-
TEHETUYECKOM JUarHo-
CTHKH HaCJIeICTBEHHOU
MIaTOJIOTHH

CyTh MeTOz0B. YHuBepcanabHOCTh MeTonos JIHK-
JIMarHOCTUKHU, BO3MO)KHOCTh HX HCIIOJb30BaHUs. Xa-
PaKTEpUCTHKA OCHOBHBIX METOJUYECKUX MOJAXOJI0B
(Beimenenue JJHK, pectpukist, snexrpodopes, O10T-
TUHT, THOpUAn3alus, 30H1b1). [lonmuMmepasHas memHas
peaknus. Paspemaromye BO3MOXKHOCTH MOJIEKYJISIPHO-
TFEHEeTHUYECKUX METO/I0B B IMArHOCTHKE HACIIECTBEHHbIX
OosesHeil. Jloponosasi, JOKJIMHUYECKAs THAarHOCTHUKA U
JINAarHOCTUKA TE€TEPO3UTOTHBIX cocTosiHuM. [lokazanus
K MPUMEHCHUIO MOJICKYJISIPHO-TCHETUYCCKHUX MCTOIOB.
Merto/| CHEIUICHUS! TeHOB, T€HETHYECKUE OCHOBBI Me-
toga. COBpeMEHHbIE NPEACTABICHUS O TCHETHYECKUX
Kaprax uesioBeka. HeoOxoauMble yCloBHs JUIs IIpUMe-
HeHust Metozia. [lonmuMopdHbIe aHTUTeHHBIE U (epMeH-
TaTUBHBIC CUCTEMBI. SIBJeHHe MONMMMOp(hU3Ma IITHHBI
pectpuktHbIX yuactkoB JIHK (ITIP®). Mcnonp3oBanue
[IJIP® s AMarHOCTHKH METOJOM CIICTUICHHS T€HOB.
[loHATHE O CEKBEHMPOBAHMU IOCIIEIOBATEILHOCTEH
JTHK. CoBpemennsbie Bo3mokaoct JJHK-nuarnoctuku:
30H/10Bass JAMAarHOCTHKA JJs BBIABIEHHs JIOKyca aHo-
MaJIbHOTO T'€Ha, 3HAYCHUE KapT CLECIUICHHS XPOMOCOM
U T'€HOB B UX KapTupoBaHuu. IloHsATHE O TeHeTnueckon
MACTIOPTH3AIIHH.

Heonarannblk ckpuHUHT
OarapiamMachIHAAFbI
(DCHMIIKETOHYPUS AUATHO-
CTHKACBHI

Heonaranablk CKpUHUHT OarapiiaMachlHIaFb! (PEHUII-
KETOHYpPHs IMarHOCTUKAChL. AHAIIU3/ KOIO.

Heonaraislk CKpUHUHT
OarqapiaMachIHIAFbI Tya
OITKEH TUIOTHPEO3 AHa-
THOCTHKACHI

Heonaranaplk CKpPHHHHT OaFaapiJaMachbIHAarbl Tya
OITKEH TUIMOTHPEO3 IUArHOCTUKACHI. AHAIN31 KOTO.

CylieKk-OyIbIKeT
JKyHeciHiH Tya OiTKeH
nedopManuschl Ke3iHaeri
CHH/IPOMAJIIBIK JTHArHO-
CTHKa

Cyiiek-OynmbIKeT kKyileciHiH Tya OitkeH aedopma-
usicel 0ap OanaHbl Tekcepy Oarmapiamachl. Tekcepy
asroput™i. CHHAPOMAJIBIK TUarHOCTHKA.

Tepi 3aKbIMIaHYbI Ke3iHACT1
CHHIPOMAJIIBIK JIHarHO-
CTHUKA

Tepi 3akpIMIaHy Ke3iHIe OalaHbl Tekcepy Oarmap-
namacsl. Tekcepy anroputmi. CHHIPOMAJIIBIK THATHO-
CTHKA.

T'enomuka sxoHe IpoTEO-
MHKa

T'enomuka >xoHe mpoTeomuka. MeauiHanblK reHeTHKa
YILIiH KoJ1aHOaIbl MaHbI3bI.

AJMacyIbIH TYKbIM KyaJla-
FaH aypy/apbl Ke31HJe eMIIK
TaMaKTaHbIPYbl ECELTEY

AJnMacynblH TYKbIM KyaJlaraH aypyJapbl Ke31HAe eMIIK
TaMaKTaHJbIPYIbl ecentey. Mblcannap.

CexBeHupoBanue. [ eHoM-
Hasl JJaKTHIIOCKOTIUS

CexBeHupoBanue. leHomHas nakruinockonusi. IloHs-
tre. [Ipunnumner metonoB. llpuknagHoe 3HaYeHWE IS
menumuHbL. Omnpenenenue ormoBcTBa Meronom JIHK-
nuarHocTuku. OnpeneneHne OTIOBCTBA U CTETICHH POJI-
CTBa MOJIEKYJSIPHO-TEHETHUECKUMH Metonamu. [lpuH-
LWIBI  pacdyeTa JOCTOBEPHOCTH aHanm3a. |eHoMHas
JTAKTHJIO CKOTTHSI.

TyKpIM KyallaraH jkoHE Tya
OITKEH MaToJIoTHsIIaphl Oap
HayKacTapbl OHAITYIIBI
JKOHE JMCHIaHCepIIeyi
yibIMAACTBIpY

TyKbIM KyalaraH »OHE Tya OITKCH MaTOJIOTHsIIaphI
Oap HayKacTap/bl OHAJTY/ABI JXOHE JHUCHAHCEpPICy/i
YHBIMIACTBIPY.

Jdamyabin Tya 0iTkeH

aKayJapbl MeH TYKbIM KyaJlaFaH aypyJiapabIH

npeHaTaJAbIK AMAarHOCTUKAChI

COBpeMCHHI)IC OUTOICHEC-
THYCCKHUEC MCTOAbIL

Omnpenesnenue u cyTh MeTooB. O0IacTh NPUMEHEHHS:
JIMAarHOCTHKA HACJICACTBEHHOM 1 HEHACIIEICTBEHHON T1a-
TOJIOTUH, U3yUEHUE MYTAllMOHHOIO IIpoliecca, UCCIEN0-
BaHNE HOPMAJILHOTO IOJIMMOP(H3Ma XPOMOCOM, JIOKa-
JU3alusi TeHOB. BapuaHThl IUTOTEHETUIECKUX METOJIOB
nccnenoBanus. [lousatue o xapuorurne. CoBpeMeHHBIE
METOABI HCCIEJOBAaHUS XPOMOCOM: TIpomeTada3HbIi
ananu3, FISH, aBropamuorpaduueckoe ucclieoBaHuE,
XPOMOCOM-CHeIU(PUIHBIC U PErHOH-CHICIN(UYHBIC MO-
JIEKyJISIPHBIE 30H/IBI M IpyTHe. 3HaUCHNE [TUTOTeHEeTHYe-
CKOTO METOJIa B INarHOCTHKE XPOMOCOMHBIX OOJIC3HEH,

HpeHaTaJ'[,I[I:IK Juar”Ho-
CTHKaJa MCIUIIHMHAJIbIK-
TCHCTUKAJIBIK KOHCYJIbTAllUsL

KYPrizy

Epexwienikrepi, ajaropurmiuepi MeH Macelenepi.
WHBa3usIIbIK INpEeHATaIIbIK JAUarHOCTUKAFa OarbITTay
Kputepuiepi. I'eHeTHk-1apirep MiHAETTEpl. AJFalIKbl
MEINIMHAIBIK-TCHETHKAIBIK  KOHCYIBTAIUSA JKYPri3y.
[penaranaplk AMArHOCTHKA HOTIDKENEpl OOMBIHIIA
MEINIIMHAIBIK-TeHETHKAIBIK KOHCYITBTAIIUS XKYPTi3y.

1 TpuMecTpaeri XpoMo-
COMaJIBIK MaTOJIOTHsUIAPIbIH
OMOXUMUSIIBIK MapKepIiepi

1 TpuMecTpzmeri XpoMOCOMAJIBIK MaTOJOTHSUIAPABIH
OMOXUMHMSIIIBIK MapKepliepi. AHAIU3/1 KOO dficTeMeci.
Knununkanslk Mpicangap.

2 TPUMECTPAET1 XPOMO-
COMaJIbIK [1aTOIOTUsIAP IbIH
OGUOXUMUSIIBIK MapKepiiepi

2 TpUMeECTpAEri XPOMOCOMAJIBIK I1aTOIOIHSIAP/IBIH
OUOXUMUSIBIK MapKepiepi. AHaIU3/ KOO d/licTeMect.

Knunukansik Mbicaniap.
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1 TpuMecTpaeri Xpomo-
COMAUTBIK MTaTOJIOT USITAPIIBIH
YABTPaIBIOBICTHIK
MapkepIepi

IIpenaranablk  yabTPaAbIObICTBIK CKPUHMHL.  Mak-
carTapbl MeH MiHgeTTepi. | jkoHe 2 TpuMecTpiepaeri
XPOMOCOMAJIBIK TTaTOJOTHSUIAPABIH  YIBTPaIbIOBICTHIK,
MapkepJiepi.

BpPOXXJACHHBIMU IMOPOKaMHU ITOJIOBBIX OPTraHOB W Hapy-
HICHUEM II0JIOBOI'O pa3BUTHA. MGTOZ[I)I JHUArHoCTHUKHU.
HpI/IHI_[I/IHLI JICUCHUA.

XKykri oliennepaiy
YIBTPaabIOBICTHIK,
CKPUHHUHTI1

IpeHatanablK yIETPaABIOBICTHIK CKPUHHUHL. Makcar-
Tapbl MEH MIiHJICTTEPIi. 2 TPUMECTPJIET] XPOMOCOMAIIBIK
HaTOJIOTHSIAPABIH YIBTPAAbIOBICTHIK MapKepiepi.

VIHBa3HsUIIBIK TIPEHATAIIBIK,
JTIUarHOCTUKAHBIH dflicTepi

MHBa3UsUTBIK IPEHATANABIK THATHOCTUKAHBIH d/IiCTEPi:
XOPHOH OHOIICHSCHI, IUTAIICHTOLCHTE3, aMHHUOIICHTES.
Kopnouenres. Marepuaniapibl ainy epexenepi, oTKizy
ouicrepi.

Hacnencrsennsie 00mes3-
HU OTIOPHO-/IBUTATEIHHON
CUCTEMBI

Hawnbonee pacrnpocTpaHeHHbIE HACIEICTBEHHBIE HAPY-
LICHHUS OTIOPHO-/[BUTATEIbHOM CHCTEMBI. DTHOJIOT U, 1a-
TOTeHEe3, KIMHUKA. [IPUHIMITBI METUKO-TCHETHUECKOTO
KOHCYJITUPOBAHHUS M TIOCTAHOBKH CHHJIPOMAJIBHOTO
JIMarHo3a MpH HACJICACTBEHHBIX 3a00JIeBaHMsI OMOPHO-
JIBUTaTeIbHON cuctemMbl. Metons! nuarHoctuku. [1pun-
IIUIIBI JICYCHMUS.

HpeHaTaJ'IHI:IK KOHCHUJIINYM

HpeHaTaJ'IHI:IK KOHCHJIINYM. KJ'II/IHI/IKaJ'H)IK MbICaJIAap.

Tya GITKEH KOHE TYKbIM

KyasiaraH maToOTHsTapIbIH
MPEHATaJIBIK TUArHOCTHKA-
CBIHBIH THIMJIIITIH €CenTey

Tya OITKEH KoHE TYKbIM KyallaraH MaTOIOTUsUIApIbIH
MPEHATaJJIBIK JIHArHOCTUKACHIHBIH THIMIUIITIH ecer-
tey. Herisri kepcertkimrepi. Mbicannap.

TyYKbIM KyajaraH KoHe Tya 0iTKeH MaToJIOrusLIapAbIH THATHOCTHKACKI, eMi

JKOHE MPOPHIAKTHKACHI

HacnencrBenno o0yciios-
JIeHHbIe HOPMBI Hapy-
LICHUH YMCTBEHHOTO H
(bu3nUecKoro pa3BuTHs

Hanbonee pacnpocTpaHeHHbIE HACIEACTBEHHO 00y-
CJIOBJIEHHbIE (POPMBI YMCTBEHHOIO U (PU3UUECKOTrO pas-
BUTHS. DTUONOrUs, IATOreHe3, KIMHMKA. [IpuHIMIBI
MEIUKO-T€HETHYECKOI0 KOHCYIBTUPOBAHYUSL X IOCTAHOB-
KI CHHJIPOMAJIFHOTO AUAarHO3a MPH HACTIEACTBEHHO 00y-
CIIOBJICHHBIX HAPYIICHNUSAX YMCTBEHHOTO H (PU3HIECKOTO
pasBuTHs. MeToabl AMarHOCTUKU. [IpuHIIMIBI JeYeH s.

bananapaarel TYKbIM
KyaJaraH aypynap Ke3iHzie
ar3ajiap MEH )Kyienepin

Bananmapiarsl TyKbIM —KyajJaraH aypyiap KesiHze
aF3ajap MeH OKyHeNepIiH 3aKbIMIaHy JOPEeKECiH
OaranayFa apHaJFaH QyHKIHSIIBIK 9/IICTEP/IiH MOHI.

3aKbIMJIaHY JOPEIKECIH
Garanayra apHanraH QyHK-
IUSUTBIK OICTEPIIH MOHI

Onexkrpomuorpadus. MarHuT-pe30HaHCTBI TOMOIpa-
¢ust. 3epTTeyaiH YIbTPaablObICTIK OMICTEPI.

Hacnencteennsie 3a60e-
BaHUSI HEPBHO-MBIIIIEYHON
CHCTEMBI

Haubonee pacripocTpaHeHHBIC HACICICTBEHHBIC 3a00-
JICBAHUA HCpBHO—MLI]JJC‘{HOﬁ CHCTEMBI. 3TI/IOHOFI/IH, na-
TOI'CHE3, KJIMHUKA. HpI/IHLlI/lel MCAUKO-ITC€HETHYCCKOI'O
KOHCYJIBTUPOBAHHS U MOCTAHOBKH CHHIPOMAIbHOTO
JIMAarHo3a TPH HACICICTBEHHBIX 3a00JE€BaHUs HEPBHO-
MBIIICUHON CHCTEMBI CUCTEMbI. METObI THATHOCTUKH.
[TpUHIKUIIEL JTeUeHHSI.

Momnoresgik

JKOHE TTOJIMTEHIIK
MaTONIOTHSLITAP/IbIH
MOJIEKYITANTBIK-TEHE THKAIBIK
JIMArHOCTUKACKI

MOHOTeH/IIK JKOHE TMOJUIeHIIIK MaToJOrusjIap Juar-
HOCTMKACBIHBIH INPUHIMOTEpI MeH opicrepi. EH
JKHI JKOHE KEH TapaliFaH MOHOTCHIIK aypysiap.blH
MOJIEKYJIAJIBIK-TeHETHKANBIK THarHOCTUKACHL: (heHmII-
KETOHYPHs, MyKOBHCIHI03, J{foleHH-bekkep MHOIH-
CTPOQHUSICHI KIHE T.0. AHAIU3/II KOKO.

MeTtabonu3Maik aypynap
KEe31HJe eMIOM/Ii ecenTey

Metabonu3MIik aypyniap Ke3iHIe eMIOMII ecerTey.
Knununkanslk Mpicangap.

HacnencrBennbie auc-
IJIa3UH COETMHUTEILHOM
TKAHHU

Knaccugukanus U S1HISMHOIOTHS TUCIUIA3UH COCITU-
HHUTEILHON TKaHW. JIMarHOCTHKA AUCIUTa3UH COCTUHH-
TenbHOM TKaHu. HacnencTBeHHBbIE KOJIJIAr€HOIATHH.
Jlucruna3usi COeUHUTENbHOW TKAaHW B MPAKTUYECKON
JIeSITETbHOCTH Bpada. MeToI0I0T s JICUCHHS U IPUHIIU-
bl IUCIIAHCEPHU3AIUU OOJBHBIX C IUCIUIA3UEH COSTMHH-
TEJIBLHOMN TKaHH.

TyKbIM KyallaraH ay-
pyaap JUarHOCTHKAChL
Ke3iH/e IUTOTeHeTUKAIIBIK
JKOHE MOJIEKYJIAIbIK-
LUTOr€HETUKAJIBIK
aHaIM3/Iep/i TYCIHIIpY

TykbIM KyaJiaFraH aypyjiap IHarHOCTHKAChI KE3iHC
[UTOTCHETUKAJIBIK JKOHE MOJICKYJIaIbIK- I[IUTOTCHE-
TUKANBIK ~aHanuszepai  Tycinmipy. Cutyanusuibik
ecenTepi mienry.

Bosesnu Hakoruienus,
COIPOBOXKIAIOIINECS
HapylIeHHEM HEPBHO-
NICUXUYECKOTO Pa3BUTHSA

Ortuonorus. [Tatorene3. OCHOBHbIE KIIMHUYECKHE IPO-
siBiIeHUs. Mykononucaxapuaosbl. Mykonunuo3sl. ['an-
mo3nao3el. bonesns Humanna-Iluka. bone3ns Tomre.
Mertonpl quarHoctuku. Jleuenue.

Tya OiTKeH JKoHE TYKbIM
KyaJlaFaH MMaToJIOTHsUIapbl
AJIJIBIH alTy

Tya OiTKeH >kKoHE TYKbIM KyaJlaFaH MaTOJOTHsUIapIIbl
anbiH aimy. CUTyalusuIbIK ecenTepii Merry.

Hacnencreennsie 00-
JIe3HU 0OMEHA BEIECTB:
HapyLeHus: oOMeHa
YIJIEBOIOB

Oruonorus. [Tarorenes. Kinaccudukanms. OcodeHHOCTH
KIIMHUYCCKHUX HpOHBHCHHﬁ. HpI/IHI_[I/Il'lLI JUArHOCTUKHU U
JICUCHUS.
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OTBETOB Ha J'lCKapCTBa (HOB])ILHCHH&?I '{yBCTBI/ITCJ'l])-
HOCTb, TOJIGPAHTHOCTB, MaPaJOKCATbHOCTh). Dapma-
KOT€HETHUECKHE OCOOCHHOCTH TPH HACIEACTBEHHBIX
0oJIe3HSIX.

KnuHukaapik HUTOI¢HCTHKA

19

AHTHUMYyTarene3

CoBpeMeHHas KJIaCCU(HKAIHS BEIIECTB, 00JIaIAI0IINX
AHTUMYTareHHON aKTHBHOCTHIO. XapaKTepUCTHKA aHTH-
MyTtareHoB. IIpoOnema (apmMakoIOrH4ecKo 3alluThl
reHOMa YeJIOBeKa.

20

CHUHIPOMOJIOTHS HACTE -
CTBEHHOMW MaTOJIOTUN

IToHATHE CHHIPOM, CEKBECHIIMS, ITOCIEI0BATEIBHOCTS,
aHomanazn. Cxemsl HapymeHuilt mopdorenesa. Iatono-
rust MOp(oreHesa, Kak IMPUYHNHA BPOXKACHHBIX OPOKOB
pa3BuTns. OCOOEHHOCTH KIMHHYECKOTO OCMOTpa 60JIb-
HBIX U MX POJICTBCHHHKOB, CIIOCOOCTBYIOIINX JMAarHO-
CTHKE BPOXICHHON U HACTIEACTBEHHOIT maronoruu. Oco-
OCHHOCTH BHEIIHETO BHJA, CHEHU(PHIHOCTH CIIEKTpa
MoOpdoreHeTHIeCKUX BAPHAHTOB PAa3BUTHS IIPH HACIIE-
CTBEHHOW TMATONOTHH. AHTPOMOMETPHS B ITUATrHOCTHKE
HACJIC/ICTBEHHBIX Oosie3Hel. MopgoreHeTHuecKne Ba-
PHAHTBI Pa3BUTHS (MHUKPOAHOMAJIUH, MUKPOIPHU3HAKH,
MIPU3HAKK TUCOMOPHOTeHe3a), UX TeHe3, TOCTHATAIbHAS
moaupukamms. O0mue u cneunpuyeckue Mopgore-
HCTUYCCKHUE BapUAHTBI: 3HAYCHUE B JAUArHOCTUKE Ha-
CJICICTBEHHBIX CHHJIPOMOB M BPOX/ICHHBIX COCTOSHHUM.
Cocrasienne (h)eHOTHIIA, POJIOCIOBHOM, OIICHKA KITHHH-
94eCcKoro u jradboparopHoro obcienoBanus. [locraHoBKa
CHH/IPOMAJIBHOTO JIaTrHO3a.

Kansintel sxone
XPOMOCOMAJIBIK CHH-
JpOM/Iap MEH aHOMa-
JIUsIIAp Ke3iH/eri ajgam
XPOMOCOMaJIapbIHbIH
XaJIBIKAPAJIBIK KIKTEITyl MCH
HOMEHKJIATYPaChl

KrnaccukaiblK IIMTOT€HETHKAIaFbl HOMEHKIIATYDPACHI.
Kagpimrer xpomocomanap. AHOMAIIBIK XPOMOCOMa-
jmap. AZaM IIMTOTCHETHKACHIHAFBl HETI3r1 JKiKTeMeci
MEH HOMEHKJIATyPachl.

Imrreri HopecTeHi KapHo-
TUNTEY/IH JIHarHOCTUKAJIBIK
Mocernenepi

lireri HOpecTeHI KApHOTHUITEYAIH IUAarHOCTHKAIIBIK,
Mocelenepi.

Monexynanbik-
[UTOTEHETHKAJIBIK dI[iCTEP

MorneKynanbIK-IUTOreHETUKAIBIK dicTep. MeTomomo-
rusi. MyMKIHIIUTIKTEPI, MIEKTeNyi, apTHIKIIBUIBIKTAPHI,
Keminimikrepi. [[UTOreHeTHKAIbIK TMpaKTHKaga KO-
JaHy.

Ierry Teri aprypi
’KacyIanapablH

LIUTOT €HETUKAJIBIK
aHaJIM3IHIH epeKIleiKTepi

[IsrFy Teri opTypii &KacymagapablH UTOTEHETHKAIBIK
AQHAJIM3IHIH epeKIIenikTepi (XOpHoH Oypiepi, maneH-
Ta, aMHUOHIBIK CYHBIKTBIK, IIITETi HopecTe KiHAiKOaybl
KaHbI TUMQOLUTTEPI).

MeaMunHAJIBIK TeHeTHKA JKIHe KOFaM ACHCAYJ/IbIFbI

KiauHn4yeckasi reHeTHKA

MeuiMHaNbIK TeHETHKA-
JIBIK KbI3MET JKYHeciHaeri
ecen Oepy Gopmarapsl MEH
MEIUIIHHATBIK Ky/KaTTaMa-
Japbl

MeauIMHAITBIK TeHETHKAIIBIK KbI3MET )KYHeCIH/IeT] ecer
6epy popmanapbl MEH METUIIMHAIIBIK KYy)KaTTaMallaphbl.
T'eHeTHKaNIBIK CKPUHUHT OO¥bIHIIA ecen Oepy dopma-
JapBL.

MenuKo-reHeTHYECKOe
KOHCYJBTUPOBAaHUE ceMel
C HaCJICACTBEHHOU U
BpOXKAECHHOM MaTonoruen

Menuko-reHeTH4ecKkoe KOHCYJIBTHPOBaHHME, KakK BHUJ
CIIeUANTN3UPOBAHHON MEIUIIMHCKON ToMoIu. Menuko-
TCHETUYCCKOC KOHCyJ'IbTPIpOBaHI/ICI OCHOBBI, l'lpl/lHI_II/Il'IbI,
LIeJTb, 331a41 U ATAITbI [TPOBEICHHS ITPH Pa3InYHbIX (op-
Max HacieJCTBEHHOM maronoruu. Ilokazanus nis npo-
BEJICHUSI METUKO-TEHETUUECKOIO0 KOHCYIBTUPOBAHUS.

¥TI'P ecen 6epy (opmanapsl

JKana TybUIFaH HOpecTe Typajbl XadapiayJbl TOJITHI-
py. ¥I'P maMaHOaHABIPBUIFAH KapTaChIHBIH HETi3ri
monimerrepi. «KP ¥nrrelk I'enetukansik Peructpi»
OoilbIHIIA KOMIBIOTEPIIK OarAapiaMaMeH KyMBbIC
icrey. KP ¥I'P nmepexrep 0azaceiH emnjey, ecern Oepy
(dhopmanapsl.

MHuUTOXOHIpHATEHbIE
0oJe3Hn

Otnonorus. [latorene3. KiuHuueckwe nposiBICHUS
HauboJIee PaCIPOCTPAHEHHBIX MUTOXOH/IPHAIILHBIX 00-
ne3neld. Metoas! AuarHoCTUKH. [[prHINTIBT TedeHMs.

33TTap AJIMACYbIHBIH TYKBIM KyaJiaraH aypyJ/Jiapbl

HacnencrBenHsie Ha-
PYUICHUS [TOJIOBOTO
pa3BUTHS

Haubonee pacnpocTpaHeHHbIE HACIEACTBEHHbIE Ha-
PYUIEHHUS MIOJOBOTO Pa3BUTHs. DTHOJIOTHs, IaTOIEHES,
KJIMHHKA. [IpUHIMITBI MEUKO-TEHETHYECKOrO KOHCYIIb-
THPOBAHMS M IIOCTAHOBKM CHHAPOMAJIBHOIO JMArHO3a
TP HACJIC/ICTBEHHBIX 3a00JICBAHMUS, TIPOSIBIISIONIUXCS

BroxuMusIBIK
TeHETHKAaJIBIK TEKCEPYAiH
HOTIDKEIIEPIH TYCIHAIpY

MeTabonu3MHIH TYKbIM KyallaFaH Oy3bUIbICTapbl 0ap
HayKacTapAbl OMOXMMUSUIBIK TEHETHKAJIBIK TEKCEepy
HOTIDKENepiH TyciHaipy. CHUTyalusiblK —ecentepai
HIEILy.
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3.4 TeinpapMaHHbIH 03iHIK kyMbIchl (TOXK) :kocnapbIHbIH yJrici

BaiinOepra. ['eHeTn4eckas CTpyKTypa MONYJISIHHA Yeio-
Beka u (hakTopbl ee onpeaesonme. ['eorpadpuyeckue u
MOMYJIIMOHHBIE PA3INYMsI B YaCTOTAX HACIEICTBEHHBIX
Oosieszneil. [lonmynssuoOHHbBIE ACIEKThl KIMHUYECKOH Ie-
Hetuku. EcrectBeHHblii oTOop. B3aumoneiicrBue or-
00pa M IPYruX dBONIOLMHOHHBIX (PAKTOPOB B IBOIIOIIHI
MIPUPOJIHBIX U J1a00paTOPHBIX MOIMyAnuil. Murpauuu u
ux poinb. bpaunas ctpykrypa. UncIeHHOCTD MOMYIISIIIHA.
I'eneTnueckas N3MEHUYUBOCTB MOMYJISIIIUU U €€ COXpaHe-
HYe. AanTHUBHAsI HOPMa ¥ TeHETHUECKUN TPY3.

16

DTHOr€HOMHKA

IMomumopdusm JJHK u ero ucnons3oBaHue uis U3yde-
HUS HCTOPUU M IIPOMCXOKAECHUS HApOOB. AyTOCOMHBIE
mapkepsl JJHK. Ionumophusm MUTOXOHAPHATBLHON
JHK uenoseka. [Tonumopdusm JHK Y-xpoMOCOMBI.

17

CeMHOTHKA HACJIEICTBEH-
HOI ITaTOJIOTUK

Omnpenenenne u noHATH. OCOOEHHOCTH KIIMHHYECKUX
TIPOSIBTICHUI HACIEICTBEHHON maroimoruu. CemMenHbIN
xapaktep 3a0ojicBaHUs. XPOHHUYECKOE, IMPOTPEIHUCHT-
HOe, pelenuBupyoiiee TedyeHue. Crienupuueckue cum-
MITOMBI HACICACTBECHHOM Marosoruu. MHOKECTBEHHEIE
MaTOJIOTMYECKUE M3MEHEHHST MHOTHX OpraHoB W CH-
crem. [Tonstue o mieorponuu. [lepBuyHas u BropuyHast
wieiiorponus. BpoxXIeHHBIX XapakTep 3a00JICBaHUSL.
PesucTeHTHOCTH K HanboJsiee pacpoCTpaHEHHBIM METO-
nam tepanuu. OCOOEHHOCTH 0CMOTpa U (PU3UKAIBLHOTO
oOcrenoBaHus OOJIHBIX U POJCTBEHHUKOB. CeMHUOIOT s
HACJIEJICTBEHHBIX 0OJe3HEH W CHHAPOMOJIOTUYESCKUN
MoAXoA K JuarHocThke. CeMHOJIOTHS BPOXKICHHBIX
MMOPOKOB U MHUKPOAHOMAJIMU PA3BUTHS U UX KIMHHUKO-
reHeTHYECKas OICHKA.

Ne TOK mazmyHbI
MenuuuaibIK reHeTHKA
LluToreHe TUKABIK aHATU3IEP/l TYCIHAIPY.
2 | MoJsiekynanblK-TeHeTHKAIBIK aHATH3IepPl TYCIHAIPY.
MeannuHaIBIK KyKaTTaMaaapasl )KYpPrisy.
4 Benrinenren TakpipbinTap O0oiibIHIIA OasiHAAMANAp, IPE3CHTALMIIAP XKOHE pedepar-
Tap JaibIHIAY.
5 | Kitanxanazia, FanaMTop/a >KYMBIC JKacay.
KiamHukaabIK reHeTHKA
1 | MeauMHaIBIK-TeHETHKAIBIK KOHCYIIbTaIHsIapFa KaThICy.
2 | MenuiuHaIbIK KyKaTTamaaap/bl Kyprisy.
3 | [luToreHeTHKAIBIK aHATHM3ICPAl TYCIHAIPY.
4 | MosekynalblK-reHeTHKAJbIK aHATU3IEPl TYCIHAIPY.
5 3aTTap aJMacybIHBIH TYKbIM KyallaFaH aypyJaapbl Ke3iHae OHOXHMHSUIBIK aHa-
JU3JEPIIH HOTHKENEePIH TYCIHIIPY.
6 Benrinenren TakpIpeInTap OOMbIHIIA OasiHAAMAaIap, Ipe3eHTaIsIIap KoHe pedepar-
Tap JaibIHIAY.
TyproIHAapFa MEIULINHATBIK-TEeHETHKAIBIK OLTIMAI HaCHXaTTay.
Kiranxanaja, FalaMTOp/a >KyMBIC JKacay.
3epTxaHaJbIK reHeTHKA
MeauIMHAIBIK TeHETHKA 36PTXaHACKIHAAFbI )KYMBIC (IIHTOTCHETUKAITBIK aHATN3AEP/II
1 | eTKi3yre KaTbICy, 3epPTXaHAIBIK bIIBICTAPIBI NAbIHAY, INTOrCHETHKAIIBIK aHATH3/IIH
HETI3ri Ke3eH epi koHe T.0.).
2 | MenuiuHaIbIK KyKaTTamaaap/bl Kyprisy.
[{uTOreHeTUKAIBIK aHAIU3ACPII TYCIHIIPY.
4 | MonexynasbIK-TeHEeTUKAJIBIK aHATU3IEPAl TYCIHAIPY.
JKykri oiienepre ilTeri HOPECTEHIH Tya OITKEH XKOHE XPOMOCOMAJIbIK [IAaTOJIOTHsIa-
> pBIHA OMOXUMHUSUIBIK CKPUHHHT ©TKI3yTe KaTbhICy.
6 JKaHa TypUIFaH HOPECTEHIH TYKbIM KyaJlaFaH IaTOJOTHsUIApFa HEOHATANIBIK CKPH-
HUHT OTKi3yTe KaTbICy.
7 | KiranxaHaja, FaqaMTop/ia )KYMBIC Kacay.
3 Benrinenren TakpipbinTap O0oiibIHIIA OassHAaMaNap, Mpe3eHTALMIIAp XKOHE pedepar-

Tap JalbIH/AY.
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DKoJIoTHYeCcKas TeHEeTHKA.
cDapMaKOl"eHCTI/IKa

[TonsTHe 00 sKoNMOrMuUecKol reHeruke. [Ipeamer uzy-
YeHUs. 3aBUCUMOCTh TNPOSIBICHHE TeHa OT (HaKTOPOB
BHeIHel cpenpl. [loHsTHE 00 SKOrCHETHYECKOM [eH-
cTBUM (hakTOpoB. «Momuamuyey (HeHTpaibHbIE) TeHBI.
lenernueckue pasnuyus B peakUusX Ha JCHCTBHE
(dakTopoB BHemHeH cpexabl. Mcrnoab3oBaHHE METOIOB
MEINIUHCKOW TEHETUKU (KJIMHHUKO-T€HEealOTHYecKoro,
OJIM3HEIIOBOTO,  IMOIYJISIIMOHHO-CTaTUCTHUECKOT0) B
9KoreHeTrke. HaciencTtBeHHO 00ycCIIoBIeHHBIE MAaTONO-
IHYeCKHe PeaKkIuH Ha JEeHWCTBHE BHEIIHHX (PAKTOpPOB.
[MonsTHe 0 papmakoreHeruke. [Tpeamer nzyuenus. Pas-
JIMYHbIE MHANBHYaJIbHbIE OCIIOKHEHUS JIEKapCTBEHHON
tepanuu. HacneactBeHHO 0OyCIIOBIICHHBIC BapHalnil
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neTeil. AHOMaIMK B CUCTEME MOJIOBBIX XPOMOCOM H ayTO-
coM. XpOMOCOMHbIE aHOMAJIMU TIPU CIIOHTAHHBIX abop-
Tax U MEPTBOPOXKICHUAX. PerponykruBHas QyHKIUS y
HocuTenell mepectpoek xpomocoM. HacnmenctBeHHble
CHUHJPOMBI, COIPOBOXKIAIOIIMECS HECTAOMILHOCTBIO
xpoMocoM. OCOOEHHOCTH KIMHUYECKHX IIPOSBICHUH
XpoMoCcOMHbIX aHoMannii. Cunjpom Jlayna (mpocras u
TpanciokaironHas popmsl). Cunnpom [aray. Cunmpom
DnBapaca. CHHAPOM «KOIIAUYbEro KPUKay. XPOMOCOM-
HBIE€ CUHJIPOMBI, CB3aHHbBIC C HAPYIICHUAMHU B CHCTEME
MIOJIOBBIX XPOMOCOM. IIpoGieMBbl J1eueHHsT XPOMOCOM-
HBIX Oone3Hel u peabuutanyu 00JIbHBIX. [Tokazanus K
[IUTOr€HETHYECKOMY aHAIIU3Y.

MeauuMHANbIK TeHETUKAHBbIH 3THKAJBIK, KOHe KYKBIKTBIK Heri:mepi

KOHCI/IJ'II/IyMZ[ap MCH MCIUIHNHAJIBIK-ITCHCTUKAJIBIK KOHCYJIbTallusJIapra KaTbICy.

I'enerukanbik anamHe31 6ap oTOAackUTapbIMEH KYMEBIC iCTey.

MeaunuHaIBIK KyKaTTaMaaapsl )KYprisy.

AW [N =

Kitanxanana, raraMTop/a )KyMBIC jKacay.

Benrinenren TakpipbinTap O0oiibIHIIA OasiHAaMaNap, Mpe3eHTaLMsIIap XKoHEe pedepar-
Tap JalbIHAY.

Tannay 0olibIHIIIA KOMIIOHEHTTep yJarici

MeauuuHaNbIK reHeTHKAHBIH 03€KTi Macesiesiepi

KOHCI/IHI/IyMZ[ap MCH MCIUIHHAJIBIK-TCHCTUKAJIBIK KOHCYJIbTallUsAJIapra KaTbICy.

13

OCHOBBI TEPATOJIOTUN
YCIIOBCKa

[lonsiTe 0 MemuUUMHCKON Teparoioruu. IIpuHIums!
JKCIIEPUMEHTAIBHON Teparosiornu Buiibcona. OcHOB-
HBIE COOBITHSI BHYTPHYTPOOHOTO pa3BuTHsl. B3anmoneii-
CTBHE CPOKOB OEPEMEHHOCTH ¥ MOBPEKJAIOMINX (HaKTO-
POB IIPU BOZHUKHOBEHHUH IOPOKOB II0AA. TepaToreHes.
TectupoBanue Ha TepaTOreHHOCTh. OCOOCHHOCTH BIHUS-
HUSI TEPATOTeHHBIX (akTopoB. OCHOBHBIE TPYHIIEI TEPA-
TOreHHbIX GakropoB. Kputepun 6e3onacuoct FDA.

MeaunuHaIbIK KyKaTTaMaaapIsl )KYprisy.

[{uToreHeTHKaNIBIK aHAIU3AEPI TYCIHIIPY.

AW N =

MonekynaabIK-TeHETUKAIIBIK aHATU3IePAl TYCIHAIPY.

3arrap aJMacybIHBIH TYKbIM KyajlaFaH aypyjaapbl Ke3iHae OMOXHMUSIIBIK aHAIIH3-
JIEpAIH HOTHXKEJIEPIH TYCIHAIPY.

Irreri Hopecrenepni Y13 HOTHKENEPIH TYCIHAIPY.

KiTanxaHaL[a, FaJJaMTOp/Ja )XYMBIC Kacay.

14

Bone3nu ¢ HaciaeACTBEH-
HBIM TIPEIPACIIONONKE-
HHEM

O6mas xapaxrepuctuka. IloHsiTHe O mnpenpacnono-
JKEHHOCTU. B3aumopelicTBue reHeTndyeckod Ipenpac-
MOJIOKEHHOCTH W CHEeNU(PUYECKUX YCIOBHH Cpeibl B
pa3BuTHM 3a0oneBaHUN. MexaHU3Mbl pealn3aliy Ha-
CJIEZICTBEHHOT'O TPEIPACIIONOKEHH. XapaKkTep ceMei-
HOTO HaKoIUIeHHs. [eHeTnka MyIbTH(AKTOPUAIBHBIX
3a00NIeBaHMI: TEPMHUHOJIOTHUSI, OCHOBHBIE IOHSTHS U HX
conmepkanue. Monenu HacienoBaHHs. AHAIU3 POIOC-
JIOBHBIX. [eHeTHUECKH PUCK TPH MYIbTH()AKTOpHAIb-
HBIX Oosie3Hsx. TaOmuibl SMIUPUYECKOTO pucka. Map-
Kepbl 10/1BEPKEHHOCTH. DaKTOPHI MOBBILIEHHOTO PUCKA.
3Ha4yeHNe HACJICICTBEHHOTO MPEIPACIIONOKEHHs B pa3-
BUTHUH S3BEHHOW OOJIC3HU, FMIIEPTOHUYECKON OO0JIe3HH,
OHKOJIOTHYECKUX 3a00JeBaHUMi, XPOHUYECKOIO aJIKO-
rojiu3Ma, CaxapHOro auabera, BPOXIEHHBIX ITOPOKOB
pasButust T.a. [Ipodunaktuka MyrabTH(AKTOPHATEHBIX
3a0oneBannii. VHAMBUAYalbHBIH TPOTHO3 Ppa3BUTHSA
MYJIBTU()AKTOPUATBHOTO 3a00JIEBaHUSI U €r0 3HAUYCHHE
JUISl KITMHUYECKOM MPaKTHUKH.

benrinenren TakpIpeInTap OOMbIHIIA OasiHAAMAaIap, Ipe3eHTaIHsIIap JKoHe pedepar-
Tap JalbIHAAY.

TyKbIM KyaJIaFaH aypyJiap skoHe TYPFbIHAAPFA MeIMIUHAIBIK-TeHeTHKAIBIK
JKIP/IeM KepceTy

KOHCI/IJ'II/IyM,Z[ap MCH MCIUIWHAJIBIK-TCHCTUKAJIBIK KOHCYJIbTalusAIapra KaTbICy.

MeauuHaibK KyKaTTaMaaapasl )KYprisy.

[{uToreHeTMKaIBIK aHAIU3ACPI TYCIHIIpY.

AW N =

MonekynaabIK-TeHeTUKAIIBIK aHATU3IEep/l TYCIHAIPY.

3arrap aJMacybIHBIH TYKbIM KyallaraH aypyjlapbl Ke3iHAe OHOXMMHSIIBIK aHa-
JIU3/ICP/IIH HOTHXKEIIePIH TYCIHAIPY.

Irreri Hopecrenepni Y13 HOTHKENEPIH TYCIHAIPY.

KiTanxaHaza, FajaMTOp/a XYMBIC XKacay.

BesrineHreH TakpIpbInTap O0iibIHIIA OasHIaAMAIap, PE3CHTALMSIIAp XKOHE pedepar-
Tap JaibIHAAY.

JlamynbIH Tya 6iTKeH aKay/1apbl MeH TYKbIM KyaJIaFaH aypyJiapablH
NPeHATAJIbIK JUATHOCTHKACDI

15

OCHOBBI TIOMYISIITUOHHOMN
MEIULIUHCKOH T€HETUKH.

[MomynsunoHHast TeHeTHKA ¥ STUIEMUOIOTHSI HACIIENICT-
BEHHBIX Oosie3Hel. [eHbl B HONyIsusix. 3aKoH Xapau-

KOHCI/IJ'II/IyMZ[ap MEH MCIUIWHAJIBIK-ITCHCTUKAJIBIK KOHCYJIbTalusAIapra KaTbICy.

MeaunuHaIbIK KyKaTTaMaaapasl )KYprisy.
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[MpenaranublK MarHoCTHKa OOIIMIIECIH/E HKYMBIC iCTey.

JKykri oiienepre ilTeri HOPECTEHIH Tya OITKEH XKOHE XPOMOCOMAJIbIK IAaTOJIOTHsIa-
PbIHAa OMOXUMUSIIBIK CKPUHUHT ©TKI3YIe KaTbICY.

HacJI€a0BaHHUEC. OCHOBBI JAUArHoOCTUKH, JICUCHUS U TIPO-
(I)I/IJ'IaKTI/IKI/I HaCJ'ICZ[CTBeHHOﬁ 11aTOJIOI'UH.

JKaHa TyBUTFaH HOPECTEHIH TYKBIM KyaJlaFaH IaTOJNOTHsUIapbIHA HEOHATAJIBIK CKPH-
HUHT OTKi3yTe KaTbICy.

Kykri oifenniepaiH OMOXUMHUSIIBIK CKPUHHHT HOTHIKEIIEPIH TYCIHIIPY.

WHBa3usUIbIK NPEHATaIbIK AUAarHOCTUKAHbI OTKI3TeHHEH KeHiH IIUTOT€HETHKAJbIK
aHaIM3Jepl TYCIHIIpY.

HeoHaTanplk CKpUHUHT HOTHKEIEPIH TYCIHIIPY.

TIrreri Hopectenep Y13 HOTHKENEPiH TYCIHIIPY.

10

TyprFeIHAAP apachiHa MEIUIIMHATIBIK-TEHETUKANIBIK OLTIM/II HacHXarTay.

11

Kiranxanana, FalaMTOp/a )KyMBIC jKacay.

12

Benrinenren TakpipbinTap O00iibIHIIA OasiHAaMAaNap, Mpe3eHTaLMsIIAp XKoHEe pedepar-
Tap JalbIH[AY.

TyYKbIM KyaJIaraH :xJHe Tya 0iTKeH HaTO10rUs/IaPAbIH JHATHOCTHKACHI,
eMi Jk9He IPOPUIAKTHKACHI

MeauuHaIIBIK KyKaTTaMalap/sl )KYprisy.

[{uTOreHeTHKAIIBIK aHAIU3ACP/II TYCIHIIPY.

MorekynanblK-TeHeTUKANIBIK aHAIU3ep/Ii TYCIHAIPY.

HeoHarasnblKk CKpUHUHT HOTHIKEJIEPIH TYCIHAIPY.

Irreri Hopectenepai Y13 HOTHKENEPiH TYCIHIIPY.

10

MoHoreHHbIe 00JI€3HU

OO0m1re BOPOCH 3THOIIOTHU U ATOreHe3a MOHOTEHHBIX
3a0oneBaHuid. MeXaHHW3MBl TNAaTOreHe3a MOHOTEHHBIX
3a00NeBaH: CIEHU(PUIHOCTh MyTallUi, MHOKECTBEH-
HOCTh METa0ONMYECKUX TyTeH, MHOXECTBEHHOCTh
GbyHkimit 6enkoB. [ToHSITHE O TEHETUYECKOM reTepOreH-
HOCTH, IEHETPAHTHOCTU U KIMHUYECKOM ITOIUMOP(H3-
M€ MOHOTCHHBIX Oosie3Hei. [ToHsTre 00 UMIPUTHHTE Ha
reHHOM ypoBHe. [IpuHIUNEI KiIacCU(pUKALIMH MOHOTCH-
HBIX OoJie3Hel u cuHapoMoB. Hanbosnee pacripoctpaHeH-
HbIe OOJIE3HU U CHHPOMBI C 8y TOCOMHO-TOMHUHAHTHBIM
TUIIOM HAacleIoBaHus: HeWpopuOpomMaTo3, CUHIPOM
HyHaH, MuoToHn4eckasi quctpodusi, cemeiiHas rumep-
XoJIeCTepHHEeMHs1, CHHApOoM Mapdana u np. bonesnu u
CUHJIPOMEI C 2yTOCOMHO-PELECCUBHBIM TUIIOM HACIIENI0-
BaHMSI: CHHAPOM aJbOMHU3MA IIIa3HO-KOXKHBIH, CHHIPOM
Kaprarenepa, anmpeHOreHUTaNBHBIN CHHAPOM, CHHIPOM
Mexkens u np. bone3nu u cuHIPOMBI ¢ X-CIETNICHHBIM
PELEeCCHBHBIM HACIIEAOBAHMEM: MBIIICUHAST AUCTPOHS
JromenHa, sKToAepManbHas AUCIUIA3US, TeMOUIUS U
Ap. MonoreHHbIe CHUHAPOMBI MHO>XCCTBECHHBIX BPOXK-
JICHHBIX MOPOKOB pa3Butus. OOue npusHaku. KinHu-
YeCKUe MPUMEPBI.

TypFeIHAAP apachiHa MEAUITMHATIBIK-TEHETUKANIBIK OLTIM/II HACHXAaTTay.

N ||| =

Kiranxanana, raraMTop/a )KyMBIC jKacay.

Benrinenren TakpipbinTap OoiibIHIIA OasiHAaMAaNap, MPE3CHTALMIIAP XKOHE pedepar-
Tap JalbIHIay.

KiauHuKanbIK HUTOreHETHKA

MeauuHaIBIK KyKaTTaMalapsl )KYpPrisy.

MenuuuHaIBIK FeHETHKA 3ePTXaHACHIHIaF bl )KYMBIC (LIMTOT€HETHKAIIBIK aHATIN3AeP/Ii
OTKI3yTe KaThICY, 3epPTXaHaJbIK bIIBICTAP/IbI JAHbIH/IAY, INTOICHETHKAIIBIK AHATH3IH
HETi3r1 Ke3eHaepi xoue T.0.).

11

BposkieHHBIE TTOPOKU
Pa3BHUTHSL. DTHOIOTHSL.
Howmenxmarypa BpoxaeH-
HBIX TIOPOKOB Pa3BUTHUS

Bpoxknénusle nopoxu paszputus (BIIP). IIpunuuns
kiaccuduranuy. [IpuanHb BOSHUKHOBEHUS 1 MEXaHU3-
MbI atoreHe3a BITP. Xapakrepuctuka Hanbosee 4acto
Berpevatomuxcs BIIP. [lopoku pa3BuTusi: nepBUYHbIE
n Bropu4Hble. V3011poBaHHbIC, CHCTEMHBIE U MHOXE-
CTBCHHBIE BPOXKIEHHbIE ITOPOKHU PA3BUTHUS. DTHOJIOTH-
yeckasi rereporeHHocts BIIP. [lonsitne cunapoma, ac-
coyany, neGopmalyy, JUCIUIa3HH.

[{uToreHeTHKAIBIK aHAIU3ACPI TYCIHIIpY.

Kirtarnxanaja, FaraMTop/a )KYMBIC jKacay.

Besrinenren TakpIpbInTap O0ibIHIIA OasiHAaAMANAp, IPE3CHTALMSIIAP KOHE pedepar-
Tap JanubIH/AY.

MeauuMHAIBIK T€HEeTHKA jKOHe KOFaM ACHCAYJIBIFbI

3arTap anmacybIHbIH TYKbIM KyaJlaFaH aypyJaphbl.

12

XpoMOCOMHBIE OOJIE3HH.

OOmas  XapakTepUCTUKAa XPOMOCOMHBIX OoJe3HEH.
MecTo XpOMOCOMHOI1 MAaTOJIOTHX B CTPYKTYpe Hacje[-
CTBEHHBIX 00JIe3HEeW. DTHOJIOrHs, ITaTOreHe3 U KJacCH-
(buKayss XPOMOCOMHBIX OOJIe3HEW. AHOMAJIHU XPOMO-
COMHOTO Habopa YelloBeKa: YUCICHHBIE U CTPYKTYpPHBIE.
[Monunmonny, aHeYIIOUINH, TPHCOMHIH, MOHOCOMHH.
[Monuble 1 Mo3anuHbIe HOPMBL, TPAHCIOKAIIHOHHBIE Ba-
puanTsl. OTHOPOAUTEIHCKUE TUCOMUHU. XPOMOCOMHBIN
uMIpuHTUHT. CeMelHas MpenpacrolokeHHOCTh. Bo3-
pact poauTesel U 4acToTa XpOMOCOMHBIX OOJIe3HEH y
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XpOMOCOMHafI TeOpus
HaACJICACTBCHHOCTH

I'eneTndeckoe KapTHPOBAHHE XPOMOCOM yeoBeka. Me-
TOABI U3y4eHUs. VI3yueHue CUEIUICHUs TeHOB [0 POAOC-
JOBHBIM. Tunsl cuensieHus, UHGOPMATUBHOCTb CeME,
METO/IbI BBIUUCIICHUS CLEIIeHus. MeTo rudpuan3aiuu
COMATHYECKUX KJIETOK B M3yYEHUM CLEIUICHUS TEHOB.
ITpoune meroxsl. IIporpamma «I'eHOM YenoBeka» U €oO-
BPEMEHHAsl TeHETHYECKask KapTa XpOMOCOM YeJI0BeKa.

KOHCI/IHI/IyMZlep MCH MECIUIHHAJIBIK-ITCHCTUKAJIBIK KOHCYJIbTalusJIapra KaTbICy.

MeaunyHaIbIK KyKaTTaMaaapasl )KYprisy.

3arrap aqMacybIHBIH TYKbIM KyalaFaH aypyjaapbl Ke3iHae OMOXMMUSIIBIK aHAIH3-
JIEpiH HOTHXKEJIEPiH TYCIHAIPY.

HeoHarasiblKk CKpUHUHT HOTHIKEJIEPIH TYCIHAIPY.

Xpomocomsl. CTpoeHue U
¢bynxuuyn. Homenkiarypa

CrpoeHre XpoMOcoM M MX MOP(OIOrus. XpOMOCOMBI
4eJoBeka B MHTEpGha3sHOM sape. XPOMOCOMBI YeIoBe-
ka B Meradaze. XUMHUYECKasi OpraHU3alis XPOMOCOM
YyesroBeKa. XpPOMOCOMBI uUeJoBeKa B Melo3e. MeTonbl
M3yuYeHHs. XapaKTeprucTHKa XpoMocoM B rpodase I ne-
nenus, meradasze | u 1. 3nauenne B maeHTHPUKAIUH
YHCJICHHBIX U CTPYKTYPHBIX IlepecTpoek. ['erepoxpoma-
THH U DYXpOMaTHH — OCHOBA JINHEHHOM uddepeHunpo-
BaHHOCTH XPOMOCOM YeJIOBEKa.

Kiranxanana, ralaMTop/a )KyMBIC jKacay.

Benrinenren Takplpbirap 0olibIHIIa OasHAaMaIap, Ipe3eHTalusIap xoHe pedepar-
Tap JalbIHIay.

MeHeneeBckas reHETUKaA

I'm6punonormackmii meron ['peropa Menaemns. OnbITh
MeH/ienst 10 MOHOTHOPHUTHOMY CKPEIIMBAHHIO. 3aKOHBI
Menpens. ['mmore3a Menzaenst o pacxoXKIEeHUHU ajlie-
neit mpu oOpa3oBaHUM ramer. Teopusi BEpOSTHOCTEH B
aHaJIM3e MEHJENIEBCKOTO pacIleIieHusl. XPOMOCOMHBIE
OCHOBBI MEHJENEBCKOr0 HacienoBanus. JlurubpunHoe
cKpeliuBaHue. PacuieruieHue Mo reHoTuIy 1 (peHoTH-
my. O6pa3oBaHue raMeT y AUTeTEePO3UroT. 3aKOH He3a-
BUCHMOIO HacienoBaHus nap amieneid. CooTHoleHue
9acTOTHI (h)eHO- ¥ TeHOTHIOB. TPUrHOpHIHOE U MOIUTH-
OpunHoe pacuieruieHue. [Ipsmble GHOTOTHYECKUE TOKa-
3aTebCTBa JUTHOPHIHOTO MEHJIENIEBCKOTO pacIlersie-
HUSI Ha YPOBHE 00pa30BaHUsI TaMeT U 3UTOT.

DTHOJIOTUS U IIATOreHe3
HaCJICJICTBEHHOM 11aTo-
JIOTUH

Tunel u3menunBocTu. HeHacnenacTBeHHass W HacIel-
CTBCHHAasA U3MCHYUBOCTD. HaCJ’[C}lCTBCHHaﬂ 1aToJIoTrus,
KaK pe3yJbTaT HacJIeZICTBEHHON M3MEHUNBOCTH. MyTa-
re’bl. Tunbl MyTtanuid. ['eHHBIE, TEHOMHBIE U XPOMO-
COMHbBIE MyTalluH, KaK IPUYUHA BPOXKACHHON U Hace/I-
CTBEHHOM maroyioruu. IlatoreHeTnyeckre MeXaHH3MBbI
HAcCJEeICTBEHHON aTOJOTHH.

Knaccugukanus Hacien-
CTBEHHBIX O0JIe3HEH

Hacnencreennsie Oonesnu. Knaccudukanus Hacen-
CTBEHHBIX M TEHETHYECKH JETEPMUHHPOBAHHBIX 00-
ne3nedd. Tumnel HacnenoBaHus. XapaKTepPUCTUKA THUIIOB
HacaenoBaHust. OCOOEHHOCTH IIUTOINIA3MAaTHIECKOTO U
MUTOXOHAPHUAJIBLHOI'O TUIIOB HACJICAOBAHUA. ITonurennoe
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4 BinikTiaiKTI apTTHIPY HMKJII Heri3ri KOMNOHEHTiHIH TAKBIPBINTHIK
JKOCTIAPBIHBIH YJITICI 2K9HE Ma3MYHBI
«MeauuMHAJIBIK reHeTHKAHBIH 03eKTi MaceJiesiepi»

4.1 JlopicTepaiH TAKbIPBINTBIK KOCHAPbIHbIH YJITici

3 IIpuMepHBIi TeMaTHYeCKHUI VIAH U coepKaHue NMPOo(GUIMPYIONIUX THCIUTLINH
NEPENnoAroTOBKY 0 CHEeNHATBHOCTH « MeINIMHCKAs IreHEeTHKAY

3.1 IIpumMepHbIi TeMaTHYECKUH NJIAH JEKIUH

TakbIpbIObI Ma3myHbI

Tema

Conep:xanue

®etanaplk MeguurHa. YrbiM. DeTanabik Meaum-
HaHBIH TYypjepi: MNpeHaTalAblK JAWarHOCTHKA,
(eranaplk Tepanus, GpeTanablK XUpyprus, ¢eran-
DeTanablk MeIUUUHA: MU IbIK auarHoctuka, Fetendo. ®ertanablk xupyp-
HEMECE HaKThUIBIK TUSHBIH ~ MYMKIHIIUIIKTEpl, auIblK  (DeTasIbIK
xupyprusi. @DeTalblK MeIULMHA OAICTEpIMEH
¢era-peranmplk TpacQy3us CHHIPOMBIH eMJey.
®deTanblK MEAUIIUHAHBIH HET13T1 Maceelnepi.

MeaunnHckasi reHeTHKA

Oruonorusicel. [latorenesi. JXKikremeci. Hepsinik
Hepsinik TYTIKTIH akayapbl | TYTIKTIH alllblK aKayJIapbIHbIH MTPEHATAJJIBIK IHa-
rHOCTHKAchl. EMiey JKoHe aspIH ay.

Jamynsiy donarToyeni Tya OiTKeH aKay/iapbIHbIH
stuonorusicel. IlaroreHesi. IIpeHatanabiK Auar{o-
cTHKachl. EMiey jKoHe asibiH ay.

Jamynpsiy donarroyenni tya
OiTKEeH aKaynapbl

Poip MenuIIMHCKOM
TEeHETUKH B COBPEMEHHOU
MEJIUIIUHE

MenunuHcKkas TeHeTHKa, Kak Hayka. MecTo MeauInH-
CKOM T€HETHUKHU B CHCTEME MEIUILIMHCKUX 3HAHWM, B3au-
MOCBSI3b MEIHMIIMHCKOM T€HETUKH C APYTUMH KINHUYE-
CKHMH U METUKO-TIPO(UIIAKTHUECKUMHE JUCIUIIITHHAMH.
3HaueHUe eHETUKH B MPO(eCCHOHAIBHOM MOATOTOBKE
Bpaya. [T1aBHbIE pa3/esibl COBPEMEHHOM I'eHETHKH, TeHE-
THKHU Y€JIOBEKa, MEAUIIMHCKON reHeTUKH. CBsI3b MeIu-
LUHCKOM T€HETUKH C IPyTUMH HarpasieHussMu. KinHu-
YyecKasi FeHEeTHKA. 3a1au MEAUIIUHCKON U KITMHUYCCKOM
TeHEeTHKH B COBpEeMEHHOW Meauuuue. Vcrtopus cra-
HOBJIEHUSI MEIHUIMHCKOM TE€HETHUKH, OCHOBHBIE DTAITbl
pasButusa. OCHOBOIIONIOKHUKHA pPa3BUTHS Hayku. Poib
OTEUECTBEHHBIX YUYEHBIX B PA3BUTHHU MEIUIIMHCKON W
KJIMHAYECKOM TeHETUKH.

Oruonorusicel. [Tatorenesi. XKikremeci. Knnnuka-
MyKOBHCIIH103 neIK Kepinici. Emaey npunnunrepi. [Ipodunakru-
KaCBlL.

Oruonorusicel. [Tatorenesi. KnmHukanbik kepiHici.
DeHUITKETOHYpUS AHanblK (eHuIkeToHypus. EMaey npuHuunrepi.
IMpodunakTukacel.

Oruonorusicsl. [Tarorenesi. XKikremeci. Knunuka-
AZIpeHOreHUTAIUIBIK CUHIPOM | JIBIK KepiHici. Emaey npunnuntepi. [Ipodunakru-
KacCbl.

Knerka. Crpoenue.
Oynxrun. Kinetounsrit
LIVKJT

Buonornueckre OCHOBBI HACIEICTBEHHOCTH YENIOBEKa.
Knerounas teopus. Crpoenue kieTku. JKu3HEHHBIH
LUK KIeTku. ['amerorene3. OIUIONOTBOpPEHUE U paH-
HUE CTaJAuu SMOPUOHAIBHOTO pa3BuTHs. KputHueckue
MePHOIbI Pa3BUTHs. BiUsiHUE MOBPEKAAIOIMNX (HAKTO-
poB Ha 1oz, [Iporecchl NOATOTOBKH pENPOAYKTHBHOM
CHCTEMBI KEHCKOTO OpraHM3Ma K OIUIOJOTBOPEHHIO U
OEepEeMEHHOCTH.

bana TOKTaMaWTBIH KYKTUTIKKEe OCHiMIiTiKTET]
TeHEeTUKAJBIK (haKTOpiIapAblH MaHbI3BL. bama ke-
TEepMEY KYKTUIITT KOHE IIITEri HOPECTEeHI KOFaITY
CHUHIIpOMBIHA OeHimuinikreri  ¢oiarTel MeTa-
001M3M, KaH YI0, IETOKCUKAIHsI )KYyiienepi, Maiinap
anMacybl FeHAepiHiH peni. JlnarHocTuka MeH ai-
JIBIH Iy dj1icTepi.

bana TokramaiThIH
JKYKTLUTIKTIH T€HETHKACHI

[luronorudeckre 0CHOBBI
HACJIC/ICTBEHHOCTH Ye-
JIOBEKa

Jlenerne kneTok. KIeTOWHBIM LWKI M €ro MEepHOIBbI.
MuT03 M ero 0COOEHHOCTH. BHOXMMHYECKHE OCHOBBI
HACJICJCTBEHHOCTH. MeHO03 U ero 3HaueHHue.

Oruonorusicel. [Tatorenesi. XKikremeci. Knnnuka-
Tya GiTKeH rHIIOTHPEO03 nbIK Kepinici. EMaey npunnmnrepi. [Ipodunakru-
Kachbl.

MOJ'IGKyJ'IprHLIe OCHOBBI
HaACJICACTBCHHOCTH

Ponp JIHK kxak HOCHUTENsI TeHETHUECKOH MH(pOpMALIUK.
Crpoenne /IHK u PHK. Pernnukanus JTHK. PexomOu-
Hauus JJHK. MyTaHTbl U reHeTUuecKue KapThl (aros.
Mexanusmbl pexkomOunanuu. Penapanus JJHK. Tonkas
CTpYKTypa reHa. MOJIEKYISIpHBI MEXaHU3M MyTaluid.
OO6mast mpupoaa reHeTHYecKoro Kozaa. TpaHCKpUIIH
JHK. Bugst PHK. Tpancmsuus PHK. ['enernueckuit
koz. ['eHbl ¥ UX opranu3aiys. [eHbl 1 OeIKu.
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M OLCHUTH JJaHHbIC VY3U na Ppa3iMIHbIX CpOKaxX 6epeMeHHOCTI/I;

M OLCHUTDL PE3YJIbTAThI OMOXUMUYECCKOTO CKpHUHUHTA;

M OLCHUTL PE3YyJIbTaThl WHBA3UBHOM JUArHOCTUKU XpOMOCOMHOfI ¥ MOHOI'€HHOM ma-
TOJIOTHH.

Caymareib J0J:KeH BJIaJeTh HABbIKAMM:

*  MPOBEACHHUS I'€HEaJOrHueCcKOro aHalu3a POIOCIOBHOM CEMbH C HACIEICTBEHHOM Ma-
TOJIOTHEH;

*  pacyera reHETHYECKOTO PUCKA MPH Pa3IMYHbIX THIIAX HACJICACTBEHHBIX 3a00JieBa-
HHM;

*  rpaduyecku u300pazuTh U MPOAHAIUZUPOBATH POJOCIOBHYIO;

*  MPOBEACHUS CHHAPOMOJIOTHYECKOW IUArHOCTUKU HACIIEICTBEHHOH MaTOJIOTHH;

*  IPOBECTH pacyeT U aHaJIu3 MOKazaTesel epuHaTalIbHON 3a001€BaeMOCTH U CMEPT-
HOCTH OT F€HETHUYECKUX HApYIICHUI B PErHOHE;

*  pacuera Jie4eOHOM qUeThl A1 00JIBHOTO (DEHUIIKETOHYPHUEH.

2 PacnpenesieHue 4acoB JHCIUILIUHBI

HepeHOIlFOTOBKa Mo crneuuaJbHOCTH «MeauuHCKAast TeHeTUKA

AyIuTOpHBIE YaChI
Jlucuuniuna Mpakruueckne | CPC
Beero | Jlekuumn
3aHATHSA

MeaunuHCcKas TCHeTHKA 144 24 120 72
Kiunnueckasi reHeTHKA 72 12 60 36
JlaGoparopHast reHeTHKa 72 12 60 36
aTﬂ‘lCCKI/IS u HpaBOBbIC OCHOBBI ME- 36 6 30 18
JIALUHCKON TeHETHKHI
Hroro: 324 54 270 162

IloBbIlIeHNe KBAJTM(PUKALUY MO CIENUATBHOCTH «MeTHIIUHCKAsSI TeHeTHKA)

OObIpabIH Taliaa OOJyBIHAAFBl TYKBIM Kyajay
(hakTOpIapBIHBIH MaHbI3bI TYPAJIbI KAl TYCIHIK.
CoIpTKBl OpTa (Qaxropnapbl. OObIpMEH (KaHIe-
poreHjiep) UIIKTeCKEH opTanap. BupycTbIK koHe

AyIHMTOpPHBIE Yachl

Temaruka Mpaktuueckne | CPC

3aHATUA

Bcero | Jlekmum

9 | OHKOJIOTUSI/1aFbl TeHETHKA
JKacyIlaiblK OHKoreHzaep. JKacymanslk mpoTo-
OHKOTCHJCPAIH (pu3Honorusuislk peii. IIporto-
OHKOTEHJIEp/IiH OHKOTE€H/IEpre aMacy MEXaHH3Mi.
IcikTep ecyiHiH reHaepi-CynpeccopiIapsbl.
1 TunTi KaHTTHI qUaleT Ke3iHJAeri TYKbIM Kyasay
10 1 TUNTI KAHTTHI AMA0ET TeHe- | TUnTepi. | THNTI KAHTTHI TUa0eTTIH MOJICKYIIANbIK-
THUKAChI TeHEeTUKAJIBIK MapKepiepi. 1 THNTI KaHTTHI Jua-
OeTTiH reHeTHKAJIbIK T'eTepOreH IIIIrI.
HepBrik-nicuxukanbik gamy- | OpraHukanblK anueMusiap JAAarHoCTHKACHIHBIH
17 |2 6¥3I>IJ'II)ICTapLIMeH Oipre | oHe eMiHiH JKalIbl NpuHOuNTepi. M3oBanepuan-
JKYPETiH OpPraHUKAaJbIK aluae- | JbIK anuaeMus. [IponnoHabK armaeMus. MeTni-
MUsIIap MaJIOH/IBIK anuaeMus. Y HeHKi mopoat aypysl.
EH xwui ke3neceTiH MUKPOICICIHSIIBIK XPOMOCO-
MaJbIK aypysap dTHONOTHCHL. KIMHUKAIBIK Kepi-
12 XPOMOCOMATBIK MHKPOZE- HICTEpiHiH epekmenikrepi. Jluarnocrtuka aaicrepi.
JICIMSITBIK CHHAPOMIAP.
[Ipenaranapik quarHocTuka. MeauHaIbIK-TeHe-
THUKAJIBIK KOHCYJIBTALUS KYPri3y epeKLIeTiKTepi.
AnNBIH ay MeIMLMHACKIHBIH OficTepi peTiHueri
TeHETUKAJIBIK MacropT. EH *kui jkoHE KeH Tapall-
FaH MOHOTCHJIK aypyJap MyTalUsIapbIHbIH TeTe-
AJNIBIH Ty MEMITHACHIHBIH | PO3UTOTANIBIK  TaChIMAJJIayIbUIBIFBIH  aHBIKTAY.
13 | omicrepi perinmeri MynbTrhaKTOPIIBIK MATONOTHsIIApFa OeiiM reHaep.
TeHETUKAJIBIK ITacCIIOpT AKyIIepUsUTBIK  ACKBIHYJIApFa, JKYPEK-KaHTaMBIP-
JIap MaTOJNOTHSUIAPbIHA, OHKOJOTHSIIBIK )KSHE TaFbl
Oacka aypynapra OCHIMAITIKTI aHBIKTayFa apHal-
FaH T€HETUKAJIBIK MMacIopT.
4.2 CemuHapaapabIH TAKbIPBINTHIK KOCTAPBLIHBIH YJITici ;K9HE Ma3MYHbI
Ne TakpIpbIObI Ma3smyHBI

AKTyaJ'ILHI)Ie BOIIPOCHI Me)lI/IHHHCKOﬁ
T'CHCTUKU

162 30 78 54
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MenunuHaIbIK-reHe THKAJIBIK
KBI3METTET] KIIMHUKAJIBIK
MATOJIOTUSIIBIK TaJAayiap

MeAuIMHABIK-TeHETHKAIBIK ~ KbI3METTErl  KITH-
HUKAJBIK ITaTOJOTHSUIBIK Taijayiaap. Makcarel,
Heri3ri MiHgerTepi. bonamakra aypyabl Gomkam-
[ay YIIiH [aTOJOTHSIIBIK-aHATOMISUIBIK JIHATHO3
BepU(UKAIMSICBIHBIH ~ MyMKiHIIUTIKTEepi. Herisri
Mocenesep.
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Dero-deTanaplk TpaHchy3us-
JIap CUHIPOMBI

®Deto-deranaplk TpaHCy3UsIap CHHIPOMBIHBIH
TeHETHKAJBIK acniekTiiepi. dero-geranibiK TpaHc-
by3usmap Typiaepl. MequIUHANbIK-TeéHETUKATIBIK
KOHCYJIBTALMsL KYPIi3y.

Hepsiinik TyTiK aKaynapbIH aj-
JIBIH Iy 9/IiCTepiHAeT] XKYKTI
oiienepaiH reHeTHKAIbBIK
CKPHHUHT1

HepBinik TyTiK aKayJapbIH aJIJIbIH )1y 9IICTePIH/ICT]
JKYKTI ofesIep/IiH TeHETUKAJIBIK CKPpUHHHT 1. OTKI3y
Mep3imi. XKYKTi olienepi xKyprisy ajJropuTMi.

Jamynsiy Qonarroyenni Tya
OiTKeH aKaysapbl Ke3iH/e
MEANIMHAIBIK-TCHE THKAJIBIK
KOHCYJIBTALHS JKYPrizy

JamyneiH Qonartoyenyi Tya OITKeH akayJapbl
Ke31HJe MEIUIMHANIBIK-TCHETHKAIBIK  KOHCYJIb-
Tanus Kyprizy. JKykri oiennepni Tekcepy KoHe
KYprizy aiaropurMaepi. JdamyasiH ¢onarroyenai
Tya OITKEH aKayJIapblH aJJIbIH ay.

MyKOBHCIHI03 AUATHOCTHKA-
CBIHBIH MOJICKYJIAIIBIK-
TCHETHKAJIBIK 9J1icTepi

MyKOBHCIHI03 IHATHOCTHUKACHIHBIH MOJICKYJIa-
JIBIK-TEHETUKANIBIK oxicTepi. Typnepi. MyMKiH-mi-
JIKTEpl MEH IIEKTENyi.

1 »xacka neiinri Gananapiarsl
OKYVY ke3inne eMaoMMeEH
eMJICyAl ecenTey

1 »xacka peiinri Oananapnarel OKVY  kesinne
eMJIOMMEH emJIieyai ecernTey. bamanmapabl Tamak-
TaHABIPY/IaFbl aMHUHKBIIIKBUIIAPBI, Maiiap MEH
0acka J1Ta KOMIIOHEHTTEp KYPaMbIHbIH acka Oaii-
JIAHBICTHI epeKiIenikTepi. EMJIik TaMakTaHIbIpy bl
ecernrey. | xacka JieifiHri 6ananapra eMIiK Taram-
JIbI TAH/IAY.

1 »acraH KeiiHri Oananapaarsl
OKYVY ke3inne eMasMMeH
eM/Ieylli ecenTey

1 »xacran keiinri Oamanapnarel OKVY kesinme
eMIOMMEH eMmjeyai ecentey. bamamapael Tamak-
TaHIBIPYAAFsl AMHUHKBIIIKBUIAAPBI, Mainap MeH
0acka Jla KOMIIOHEHTTEp KYPaMbIHBIH Kacka Oaii-
JIAHBICTHI epeKIelTikTepi. EMik TaMaKTaHIBIPYAbI
ecenrtey. 1 kacTaH KeHiHri Oayasapra eMmziK
TaraM/Ibl TAaH/AY.

Beneynik neH 6ana
TOKTaMaNThIH KYKTLIIK
KE31H/Ie epJTi-3albINThLIAP/IbI
TEHETHKAIIBIK TCKCEPY
Oarapaamacsl

beneynmik meH Oanma TOKTaMalTBIH  KYKTLIIK
Ke3iHJe epii-3aibINThUIAPAbl TeHETHKAIbIK TeK-
cepy Oarnmapriamachl. L{HTOreHETHKANBIK 3epTTey.
MornekynanblK-TeHeTUKAIBIK ~ omicTep.  Herisri
KepceTimiepi MeH MYMKIHIIUTIKTEpi.

HepBTiK-TICHXOT0THAIIBIK
JTaMyJIbIH Texenyi Oap Oana-
JIapJIbl TEHETUKAIBIK TEKCEPY
Oarapiamacsl

HepBTiK-IICHXONOTHAIBIK  JaMy/blH Texenyi Oap
Garnanapbl TeHETHKANIBIK TeKcepy OaraapiaMachl.
Herisri oxictep, KepceTiMaepi, MYMKiHIIITIKTepi
MEH LIEeKTeNyi.
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M MCTO/AbI III/ITOFeHeTI/I'{eCKOI‘/‘I JAUArHOCTUKU XPOMOCOMHBIX HapymeHHﬁ;

M OCHOBEI HOHyﬂS{HHOHHOﬁ T'CHCTHUKHU YCJIOBCKA,

M 061Hy}0 KIIMHUYCCKYIO XapaKTCPUCTHUKY, 0COOCHHOCTH TCUYCHUA, TUarHOCTUKU U JIC-
YCHM HACJICACTBCHHBIX 3360HeBaHHfI;

M MNPUHOUIBI JUCTTAHCEPU3ALIUN 6epeMeHHLIX I'pynnbl pyUcCKa, OOJIbHBIX M YIEHOB UX

cemel;

*  MPHUHIHUIBI MaCCOBOTO CKPUHHMHIA HOBOPOXK/ICHHBIX Ha HACICICTBEHHBIC OOJIEC3HH
obmeHa;

*  MPUHLUIBI TCHETUYECKOIO CKPUHHUHIA OEPEMEHHBIX B Pa3lIMuHbIC CPOKH OEpeMeH-
HOCTH;

® TMOKa3aHus U CPOKU 6epeMeHHOCTI/I JUISL IPOBEACHU A ZLOpO)J,OBOl}’I JUArHOCTHUKU,

M MPUHOUIIBI U TCXHUKY IMPOBECACHHUS INPCEHATAJIbHbIX WHBAa3UBHBIX METOJOB AHMArHO-
CTHUKHU B pa3jInNIHbIC CPOKH 6epeMeHHOCTI/I;

M TMOKa3aHus AJIsl TPEPhIBaAHU 6epCMeHHOCTI/I 110 FTCHETUYCCKUM IIOKa3aHUsAM;

° MMPUHOUIIBL HpO(bPIJ'IaKTPIKPI HaCHGHCTBeHHOﬁ u BpO)I(HeHHOfI IaToJIOTHUH;

M MPUTOTOBJICHUE U aHAJIN3 NNPETIAPATOB KICTOYHBIX KYJIBTYp U3 OMOJIOTHYECKUX Mare-
puaaoB 1A MPOBECACHUA UTOTCHECTHUYCCKOTO UCCIICIOBAHUA,

M O6IJ.[I/IC IIPUHOMUIIBI IIPOBECACHUSA MOJICKYJIAPHO-TCHETUYCCKOIO NCCIICIOBAHNA,

M OCHOBBI Me,[[HHHHCKOﬁ TICUXOJIOTUH, STUKHU U ICOHTOJIOTUU B Me,[[HLIHHCKOﬁ TCHCTHUKC.

Caymarejb 10J17KeH YMETb:

*  IPOBOAUTH HEHOTUIHIECKUI OCMOTP OOIBHBIX;

*  rpaduyecku U300pazuTh U MPOAHAIUZUPOBATH POJOCIOBHYIO;

*  mpoBecTH 00bEKTUBHOE HCCIIEI0BAaHUE TIPOOaH/Ia 10 OPraHaM U CHCTEMaM;

*  CBOEBPEMEHHO OINpPEJNENIUTh CHHAPOMAIIBHBII HAarHO3;

*  MPOBECTH pacyeT I'eHETUYECKOI0 PUCKa;

*  ONpENeNuTh MPOTHO3 Pa3BUTHUS 3a00JIEBAHUS B CEMbE MPHU PA3TUYHBIX (opMax Ha-
CIIEICTBEHHBIX 3a00JIEBAHMIA;

*  MPOBECTH KOMIUICKCHOE MEIMKO-TCHETUYECKOE KOHCYJIBTHPOBAHUE OEPEMEHHBIM;

*  MPOBECTH KOMIUICKCHOE MEIUKO-TCHETHUECKOE KOHCYJIBTHPOBAHUE CEMbSIM C Ha-
CIIEJICTBEHHOM IaTOJIOTHEH;

*  MPOBECTH KOMIUICKCHOE MEIUKO-TCHETHUECKOE KOHCYIBTHPOBAHHE CEMbSIM, TIIaHHU-
PYOLIMM OEpPEMEHHOCTB;

*  (QopMupoBaTh IPyMITEI pUCKa OEPEMEHHBIX U CEMEH 10 BPOXKICHHON U HACJIECTBCH-
HOU MaToJIOTUH;

*  [POBECTH pacyeT W aHaJIu3 MOoKazaTesell epuHaTalIbHON 3a001€Ba€MOCTH U CMEPT-
HOCTH OT F€HETHUYECKUX HApYIICHUI B PETrHOHE;

*  BECTHU PETrUCTP BPOXKACHHBIX OPOKOB PA3BUTHUS B PETHOHE;

*  000CHOBaTh TAKTHKY JIe4eHHs 00JIBHOTO peOCHKa ¢ HACIeICTBEHHBIM AedeKkToM 00-
MEHa BEILECTB;

e oneHuTh 3PPEKTUBHOCTD AUETOTEPAITUH TP HACIEICTBCHHBIX OOJIE3HIX OOMEHa;

*  0(hOpPMHUTH COOTBETCTBYIOIIYIO MEIMIIMHCKYIO T€HETHYECKYIO IOKYMEHTAIIHIO;

*  OICHUTH PE3YJILTATHI JAOOPATOPHBIX U CIICIHATILHBIX METOJIOB JIUATrHOCTUKU;
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1 ITosicHuTEILHAS 3aMUCKA

Beenenne

B nocnennee Bpemsi B OOJBIIMHCTBE CTPaH MUPa NPOOJIEMbI MTOBBIIICHUS POKAAEMOCTH,
paHHel Mpo(UIAKTHKN HACIEACTBEHHBIX M MYIbTH(AKTOPHATBbHBIX OOJIC3HEH, yaydiie-
HUSI COCTOSIHUSI PETIPOAYKTUBHOTO 3I0POBBSI SBISIOTCS HaNOO0JIee aKTyaIbHBIMH.

HacnencreenHble 0ONE3HH W BPOXKACHHBIE AHOMAIMHM PA3BUTHUS, SIBILLSICH TSKEIOMH,
TPYAHO KOPPHTHPYEMOH, YacTO JIETATbHOMN MaTOJIOTHEH, OKa3bIBAIOT BEICOKOE COIHAIbHO-
9KOHOMHYECKOE, MEAUIIMHCKOE ¥ MOPAIBbHO-TICUXOJIOTHIECKOe 3HAUSHUE ISl CEMbHU M JIJIST
TOCYapCTBa B LIEJIOM.

B Pecnyonuke Kazaxcran no ganaeiM HarponansHoro resernueckoro perucrpa (HI'P
PK) exeronno poxkmaercst 6omnee 3500-4000 meteit ¢ BpOXKICHHOI maronorueit. Beico-
Kasi yacTOTa BPOXKJICHHON M HACIEACTBEHHOM marosioruu B momymsinusax Kazaxcrana, ux
3HAUMMBIH BKJIAJl B MOKa3aTey PENpOAyKTHBHOTO 3[I0POBbS, ACTCKOH 3a00JIEBAEMOCTH,
CMEPTHOCTH U MHBAJIUIHOCTH, TpeOyeT HeOOXOAUMOCTD IIMPOKOIO BHEAPEHUS B IPAKTUKY
COBPEMEHHOTO 3/IpaBOOXPAHEHUS PECIyOIMKNA MEIUKO-TeHETHYECKOTO KOHCYJIBTUPOBA-
HUsI, COBDEMEHHBIX METOJIOB JIMarHOCTHKH, B TOM YHCIIE U MPEHATAIbHOW JTHATHOCTUKH,
HACJICJICTBEHHON U BPOXKJICHHO MaTOJIOTHU

Jns okazaHHs KBATU(QUIMPOBAHHON MEIMKO-TEHETHYECKOH MOMOIIN HaceJeHuro Pe-
ciyonmuky KazaxcTaH akTyalbHBIM SIBISIETCSI ITOATOTOBKA BBICOKOCIICIIHATN3UPOBAHHBIX
CHELHUATMCTOB B 00JIaCTH MEANIIMHCKON TeHETHKH.

ejab AUCHUNJIMHBI:

- 1eJb JIOTIOJTHUTEIILHOTO METUIIMHCKOTO 00pa30BaHUs MO CIEHHATbHOCTH « MeauinH-
CKasi TEHETHKa» — MPUOOPETEHHE U YCOBEPIICHCTBOBAHUE MPOPECCHOHATBHBIX HABBIKOB
0 CIEIMATbHOCTH, BKIIFOYAOILCH MOIyYeHUE HOBBIX TCOPETHUECKUX 3HAHHUI 00 ATHOJIO-
TMH ¥ [TAaTOTEHEe3€ HACIIE/ICTBEHHBIX 00JIC3HEH, paHHEH AMarHOCTHUKE, MPOQUIAKTHKE U Jie-
YEHUU BPOXKICHHBIX M HACJICACTBEHHBIX 3a00JI€BaHHIi, OCBOCHHE BOIPOCOB OpraHU3aluu
METUKO-TEHETHUECKOW TOMOIIIH.

3ajgaun TUCHMILUINHBI:

- OCHOBHOH 3ajayedl TepenoAroTOBKH MO CIEHHATbHOCTH «MenUIuHCKasT TeHeTH-
Kay SIBIISIETCSl MMOATOTOBUTH CIIELHAINCTA JIS POBENEHMSI CaMOCTOSTEIIEHOTO MEINKO-
TeHETHYECKOTO KOHCYJIBFTUPOBAHHS C HCIIOIBb30BAHHEM BCEX COBPEMEHHBIX JTOCTIIKEHHUH
MEIUIMHCKOH TeHETHUKH B BONPOCAX IMATHOCTHKH, MPO(MIAKTHKU W JIEYeHHs Haclel-
CTBEHHOW 1 BPOXKJIEHHOW MaTOJIOTHH.

Koneunble pe3yabTaTsl 00yueHust
Caymareib 10J17KeH 3HATh:
e 00wIKe BONPOCHI OPraHU3alMN MEUKO-TeHETHYECKOM MOMOIIH HACEIICHHUIO;
*  OCHOBHI OOIIEH TeHETHKHU YEJIOBEKa;
*  3THOJIOTHIO U NATOTeHE3 BPOXKACHHBIX IIOPOKOB PA3BUTHUS U HACIEICTBEHHBIX 3a00-
JICBaHUM;
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JKBIHBICTBIK JaMy/IbIH
Oy3buIBICTapBI Oap Oananap-

JKBIHBICTBIK 1aMybIH Oy3bUIBICTAPBI Oap Oananap-
JIbl TCHETHKANBIK TeKcepy Oarmapriamachl. Herisri

10 . . . . S .

JIbI TEHETHUKAJIBIK TEKCEPY omicrepi, KepceTiMaepi, MYMKIHIIUIIKTEpI MEH
Oariapiamacsl LIEKTeINyi.

XpOMOCOMAIIBIK, MHKPOJIEIEHUSUIBIK CHHIPOMAAP

JIMATHOCTUKACBIHBIH dficTepi. TYKbIM KyaaraH
XpOoMOCOMaTBIK .

aypyflap JHarHOCTHKACBIHIAFBl Kas3ipri muTOTre-
MUKPOAETEIHSIIBIK CHHIPOM-

11 HETUKAIBIK JKOHE MOJEKYIaJbIK-IIUTOTeHETHKA-
Jlap JUarHOCTUKACBIHBIH . . . . .
sricTepi JBIK onicTep. OpjicTeMenepiid Herizi. MyMkin-

p mrigikrepi, mexrenyi. KiIMHUKanbIK IeHeTHKana
ozicTepi KOJIaHydarbl HEeTi3r1 KepceTiMaep.
ANJBIH ay MEIMUMHACBIHBIH O/iCTepl peTiHJeri
TeHeTHKAJIbIK acropT. EH xui )koHe KeH TapaliFraH
MOHOTEHIIIK ~ aypyJaapasl TeTEPOTeHMIIK  Tachbl-
AJIBIH Ty MEUIITHACHIHBIH YpyJiap p
. L . MaJIayIibuIapabl  aHbIKTay. MyabTH()AKTOPIIBIK
12 | amicrepi peTiHmeri o
aypynapra OeifiM renziep. AKYIIEpHSIIBIK acKbl-
TeHETHUKAJIBIK ITacIIOpT
HyJap¥ra, )KypeK-KaHTaMbIpiap IaToJIoTHusUIapbiHa,
OHKOJIOTHSIJIBIK aypyJiapFa OCHIMIITIKTI aHBIKTAy-
Fa apHaJIFaH TeHe-TUKAJIBIK ITacTIopT.
4.3 IIpakTUKAJBIK ca0aKTapAbIH TAKBIPBINTHIK KOCTAPbIHBIH
yJIrici :xoHe Ma3MYHBI
Ne TakbIpbIObI Ma3zmyHBI
[Ipenaranapik koHCHIUYM. ¥IibIM. MamaHaapabH
1 | IIpenaTaniblK KOHCUILYM Herisri KypaMmel. Makcarsl, Mingertepi. Ecen 6epy
KyKaTTaMaapsl.
deTo-peTannplK TpaHc- .
¢ patt ®dero-peranapik TpaHcy3usl CHHAPOMBI Ke3iHjIe
(by3ust CHHIPOMBI KE3iH/e

2 MeUINHATIBIK-TeHETUKAIIBIK KOHCYABTALUs KYp-
MEJIMUHHATBIK-TCHETHKAMBIK | .

KOHCYJIBTAIIUS JKYPIizy Y-

3 Hepainik TyTik akayblH anaslH | HepBigik TYTIK akayblH aniblH any oxictepi. Hep-
aiy aficrepi BUJIIK TYTIK aKaybIH IEPUKOHICNIIMSIIBIK AJIIBIH aly.
donartayeni Tya OiTkeH . .

4 @onarroyeni Tya 6iTKEH aKayJapAbl aj/IblH aly.
aKayJap/bl aJIIbIH aly
JKana TysutraH HOpecTe MyKOBHUCIIM/I03 THATHOCTUKACBIHBIH d/icTepi. Tep

5 | MyKOBHCIIHIO3BI CBIHAKTapbl. MyKOBHCIHAO3IBIH MOJICKYIaJIbIK-
JMarHOCTHKACBHIHBIH OICTEPi | TEHETHKAJbIK JHAarHOCTHKACHI.

6 DeHUIKETOHY pHSFa @DCHUIKETOHYpHAFa  HEOHATANJBIK  CKPUHHHL.

HCOHATaJAbIK CKPUHHUHI

AHanusai Koro.
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1 xacka neiinri Oananapaarsl

1 sxacka nedinri Oananapiarbl (EHUKETOHYPUS

7 | penukeroHypus Ke3iHae . .
. Ke31HJIe eMIOMMEH eMJIEY/Ii ECerITey.
eMJIOMMEH eMJIEY/Ii ecernTey
1 »xactaH KeliHri Oananapaars . .
. 1 »xacTaH KeliHri Oananapaarbl QEeHHIKETOHYPHS
8 | henukeToHypus Ke3iHne . :
. Ke3iH/1e eMIOMMEH eMIeY/Ii eCeTITey.
eMIIOMMEH eMJICYIli ecenTey
Beneymnik nen Gana
TOKTaMaMThIH KYKTLUIIK Beneynik meH 0ana TOKTaMaWTBIH KYKTLIIK
9 | Ke3iHJe MeIUIIUHAIIBIK- KEe31HAE MEIMIIMHAIIBIK-TeHETHKAJIBIK KOHCYJIbTa-
TCHETHKAJIBIK KOHCYJIbTAIHS 1us Kyprizy. Tekcepy anropurmi.
KYPrizy
HepBTik-TICHXHKAJIBIK HepBrik-nIcHXHUKaJIbIK JaMy[IblH TEXeNlyl Ke3iH-
10 | mamybIH TeXenyi Ke3iHaeri JeT1 CHHAPOMAJIIIBIK TUarHOCTUKA. Tekcepy amiro-
CHHAPOMAJJBIK TUaTHOCTUKA | PUTMI.
JKBIHBICTBIK TaMyIbIH JKBIHBICTBIK AaMyIbIH Oy3bUIBICTaphl Ke3iHZeri
11 | Oy3bUTBICTApBI KE3IHACT] CHUHJIDOMAJJIBIK ~ JTHarHOCTHKa. Tekcepy —airo-
CUHJIPOMAJIJIBIK TMATHOCTHKA | PUTMI.
D Mukponenenusibik CHHAPOM- | MUKpOJENeHsIIbIK CHHIIPOMIAp JHAarHOCTHKACHL.
Jap TMarHOCTHKACHI Amnanusai Koto.
IeHeTHKANBIK MACMOPT. AKYIICPUSUIBIK aCKBIHY-
Jlapra, JKyYpeK-KaHTaMbIpJiap IaToJIoTHsIIapbiHa
13 | TeHeTHKAIIBIK TACTIOPT prd, JKyp pJ1ap .. .p. .
OHKOJIOTHSIIBIK JKoHE T.0. aypynapra OeHiMALTIKTIH
TeHEeTHKAJIBIK ITaCIIOPTHIHA MBICAIIAAP.
4.4 TeiHaapMaHHBIH 63iHAIK AxyMbIchl (TOXK) sxocnapbIHbIH yirici
Ne TOXK mazmyHbI
1 | Koncunnymaapra sxoHe MeIMIIMHAIIBIK-TEHETUKAIIBIK KOHCYJIbTallMsIIapFa KaThICy.
2 | MeauIMHAIBIK KYKaTTaMaaap/sl KYprisy.
3 | LluToreHeTHKAaIbIK aHATH3IEeP/i TYCIHIIpY.
4 | MoJiekynanblK-reHeTHKAJIbIK aHATH3IEpl TYCIHAIPY.
5 3ar anMacyAblH TYKBIM KyajlaraH aypyaapbl Ke3iHAe OMOXMMMSIBIK aHalu3IepAi
TYCIHIIPY.
6 | lwrreri Hopecrenep Y3 HOTHXKENEPiH TYCIHIIPY.
7 «KP ¥nrreik T'enerumkanbik Perumctpi» aepexrep Oazamapeiably anammsi. JITA
JKULITH ecentey. EcenreMeni naibiaay.
3 OHipnepneri MeANIMHAIBIK-TeHETHKAIBIK KBI3METTIH JKaFlaiaapsl Typajbl ecell-

TEMEHI JalbIH/IaY.
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Kiranxanana, raamMTop/a sKyMbIC yKacay.

10

benrinenred TaxbIpplnTap OolblHIIA OasHAaMamnap, Npe3eHTaLusIap kKoHe pede-
parTap gaiblHIay.

5 Oky #JHe OKBITY dficTepi

Jopicrep: oy, npoGiemManbIk.

CemuHapiap MeH NPaKTHKAJBIK cabakrap: TykpIM KyamaraH aypyia-
pbl Oap HayKacTapra, TCHETHKAJIBIK aHaMHe3re KaHbIK OTOAachUIapbIHa, KYKTI
difeniepre MeIWIMHAIBIK-TEHETHKAIBIK, KOHCYJIBTAUS JKYPTi3y, MEIUIHMHAIBIK
KyKaTTaMalap/sl KYprizy, MEIHITHAIBIK-TeHETHKAIBIK KOHCYIBTAlUSHBIH OpTYpIi
OemiMIIIeNIepiH/IC JKYMBIC Kacay, KOHCHIMYMJEPre, COHBIH IIIiHAE MpPEHATAIBIK
KOHCHJINYMIe KaTbICY, TAKBIPBIITHIK HayKacTap/bl Tauaay, HIaFbIH TONTapAa )KYMBIC
icTey, mikipranac, mpe3eHTalusIap, Kepl 0ailnaHbIC, FEUTBIMU-TTPAKTHKAIIBIK KOH(Ee-
peHLUsIapbl YHBIMIACTBIPY.

TeingapmanubiH 03iHAiK kymbicbl (TOXK): TykbiM Kyanaran aypysiapsl Oap
HayKacTapra, TeHETHKaJbIK aHaMHe3re KaHBIK OTOAChLIapblHA, XKYKTI oWenjepre
MEIMIMHAJIBIK-TeHETUKAIIBIK KOHCYJIBTALUS JKYPri3y, MEIUIHHAIBIK-TeHETHKAIBIK
KOHCYJIBTAlIUSIHBIH ~ OPTYpJi  OejiMiuenepiHae JKYMbIC Kacay, TYPFbIHIapra
MEIMIMHAIBIK-TeHETUKANIBIK OLTIMJI Hacuxarray, FbUIBIMH-OKY o/eOHueTTepiMeH
JKOHE OakpuIay-eJIiey KypalJapbIMeH JKYMBIC 1CTey, MEIMIHHAIBIK-TeHETHKABIK,
KapTaHBbI jKa3y, Mpe3eHTalHsIFa TaibIHIaTY,

6 KiimHukaJbIK 0a3a

MC}II/IL[I/IHaJ'[BIK TFCHETUKaJIap 3€pTXaHachkl, KYpaMblHa MEAUINHAJIBIK-TCHCTUKAJIBIK KOH-

CyJBTalNs, TUTOT€HETUKAIBIK 3ePTXaHa, TPEHATAJIBIK CKDHHUHT 3¢pTXaHAChI, HEOHATAIIJIBIK
CKPUHUHI 3€PTXaHAChl, MOJICKYJIAIbIK-TeHETHKAJIIBIK 3€PTXaHa, 3aT aJMacyIblH TYKbIM
KyaJlaFaH aypyJapblHbIH 3epTXaHaJbIK AUArHOCTUKACHI JKOHE MPEHATA/IbIK AMarHOCTHKA
OesiMuIeci Kipeai.
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