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1 Tycingipme xka36a

Kipicne

MenunuHanblK TeHeTHKa OMOXUMHSIMEH, (U3HOJIOTUSIMEH, WMMYHOJIOTHSIMEH Karap
FBUIBIMH ME/IMLIMHAHBIH TepeH Oip Oeuiri »koHe Ka3ipri TaH1aF bl KIMHUKAJIBIK MEIUIIUHAHBIH
Gapiblk OesiMiHe aliTapiabIKTail yinec Kocyaa. KiIMHUKAIbIK MEIUIMHAHBIH OPMEH Kapaii
JAMYBI aJIaM JICHCAYIIBIFbI MEH ITaTOJOTUSICHIH aHBIKTay/1a TYKBIMKYaJIayIIbUTBIKTHIH POIIIH
YFBIHYMEH Y3IiKci3 OainanblcThl. TYpFhIHAApFa >KOpIeM KOPCETYHl jKaKcapTynblH 0Oa-
CTBI YKaFIalbIHBIH Oipi — aypyIblH TeHEeTHKAJIbIK JeTepMUHAIUICHL. bonamak napirepain
0akpulay OOBEKTICI TEK HAyKac FaHa €MeC, OHBIH OapiblK 0TOachl OOMybl THiC. By
«aepbectey MeIUIIMHAHBIHY Ka3ipri TaHIaFbl MEIUIIMHAJBIK-TCHETHKAIBIK OlliMaepre
HETI3/IeNTeH KaHa TYKBIPBIMIAMacCHl.

IIannin MaKcaTbI

MamaHJbIK OOMBIHIIA TYKBIM KyaJaraH aypyslapIblH STHOJIOTUICE] MEH aTOreHesi, Tya
OITKEH XOHE TYKBIM KyaslaFaH aypylapAbl epTe AUarHOCTHUKaay, ajlblH ally KHE eMaey
Typajbl jKaHa TEOPUSUIbIK OLIIMIl amyMeH Oipre KociOu HaribUlaHy >KOHE MaMaHIbIFbIH
KETULAIPY, MEAUIMHAIBIK-T€HETHKAIBIK XKIpAEMA1 YHBIMIACTBIPY MOCEIENIEPIH MEHTEPY.

Ionnin MmingerTepi

TyKbpIM KyallaraH jkoHE Tya OITKeH aypyiapAbl IHAarHOCTHKalay, aJAbH aly jKOHE eM-
JIey MOCEIICNICPiHe METUIIMHANIBIK TeHETHKAHBIH Ka3ipri TaHJarbl OApIIbIK KETICTIKTEPiH
KOJIIaHa OTBIPBIT MEAUIMHAIIBIK-TeHETHKAIIBIK KOHCYJIBTalMsUIapAbl O3MITiHEH JKYprise
aJIaTBIH MaMaHIapAbI JaspIiay.

Binim Oepyain KOpBITHIHABI HOTHIKeIEPi
Pe3nnent:

*  TYpFBIHIApFa MEAMLIUHAIBIK-TEHETUKAIBIK JKOPAEM/i YHBIMIACTBIPY/IbIH JKaJIIbI
MocelIelNepiH;

*  aJIaMHBIH JKaJITIbl TEHETUKACHI HET131H;

*  JaMyJIbIH Tya OITKEH aKaylapbl MEH TYKbIM KyaJaFaH aypylapIblH STHOJIOTUICH MEH
[aToreHes3in;

*  XPOMOCOMAJBIK OY3bIIBICTAPABIH IUTOTCHETHKANBIK IUArHOCTHKACH S/IiCTEPiH;

*  QJIaMHBIH NOMYJSIHSIIBIK TeHETUKACHI HET131H;

*  TYKbIM KyaJlaFaH aypyJdapIblH JKajIbl KIWHHUKAIbIK CHITATTAMAacChIH, aFbIMBIHBIH,
JIMarHOCTHKACHIHBIH KOHE eMIHIH epeKIIeNiKTePiH;

*  JKYKTUIIKTIH Kayin-Karep TOOBIH, HayKacTapbl )KOHE OJIapAbIH 0TOACTapbIH TUCIIaH-
cepJiey MPUHIMITEPIiH;

*  HopecTeNepi alIMacyIbIH TYKbIM KyalaraH aypysapblHa JKarnai CKpUHUHT (aHBIKTAI
ajly) IPUHIUITEPIH;

*  OKYKTUIIKTIH OpTYpai Mep3iMiHAEri >KYKTLTIKTIH IEHETHKAJbIK CKPUHHHI IPHUH-
LUITEPIH;

4 MeToabl 00y4eHUsI U MPeNogaBAHUA

e Jlekuuu: 0030pHbIe, NPOOIEMHBIE.

e CemuHapbhl U NPAKTHYECKHE 3AHATHUSA: MEIUKO-TEHETHYECKOE KOHCYJIBTHPOBa-
HUE OOJBHBIX C HACICACTBECHHON MAaTOJNIOTHEH, CeMEH C OTATOIICHHBIM T€HETHYC-
CKHUM aHaMHE30M, MEAUKO-T€HETHYEeCKOE KOHCYJIFTHPOBaHHE OEPEMEHHBIX, BeJICHHE
MEIUIMHCKON JIOKYMEHTAllMK, paboTa B Ppa3IM4YHBIX NOAPA3JIEICHUSIX MEIUKO-
TeHETHYECKOW KOHCYJIBTAIlNH, YIaCTHE B KOHCHJIMyMaX, B TOM YHCJIe MPeHaTaIbHOM
KOHCHJIYME, pa300p TeMaTndecKnX OONBHBIX, pad0Ta B MaJIbIX TPyIINaX, JUCKYCCHH,
MIPE3CHTAIINU, 00paTHasl CBA3b, OPraHM3aIMs] HAyYHO-TIPAKTHUCCKUX KOH(PEPCHIINH.

* CamocrositenbHasi padora pesuaenta (CPP): menuko-renerndeckoe KOHCYIBTH-
poBaHKe OOJILHBIX C HACIICACTBEHHOM MATONOTHEH, CeMEl C OTATOLICHHBIM TeHETH-
YECKUM aHAMHE30M, MEIMKO-TeHETHYECKOE KOHCYJILTHUPOBaHKUE OepEeMEHHBIX, paboTa
B pa3m/1qm>1x noapawenem/mx MC}II/IKO-FGHCTI/I‘ICCKOI\/’I KOHCyJ'lLTaLII/II/I, nponaraHﬂa
MEIMKO-TeHETHUECKUX 3HaHUI HaceNIeHUo, paboTta ¢ 0azamu JaHHbIX «HannoHamns-
Horo reneruueckoro peructpa PK», moaroroBka oruetHsix nanHbix nmo HI'P PK,
MOATOTOBKA OTYETHOW JOKYMEHTALMH 110 MEINKO-TeHETHYECKOU ciyxOe, padoTa ¢
y4eOHO-Hay4HO! JINTepaTypold M KOHTPOJIBHO-U3MEPHUTEIbHBIMU CPEJICTBAMH, Ha-
MUCaHHe MEIMKO-TeHETUYECKOH KapThl, MOJATOTOBKA Mpe3eHTalui, GopMupoBaHme
optdosTHo.

5 Ouenka 3HAHMH

Texkymmii 1 py0esKHbII KOHTPOJIb: OINPEACISAIOTCS 00yyaroliel opranusamueid oopa-
30BaHUSL.

HToroBblii KOHTPOJIb: 3K3aMEH, BKJIIOUAIOLIUN TECTUPOBaHUE/COOECE0BaHNE U OLICH-
Ky NMPaKTUYECKUX HABBIKOB.

6 Kinunnueckasi 0a3a

JlaGoparopust MEAUIIMHCKOM TeHETHKH, B COCTAB KOTOPO BXOAUT MEMKO-T€HETHICCKAsT
KOHCYJIBTAIHS, IUTOTCHETHYECKast 1Taboparopust, 1abopaToprst PEHATATBHOTO CKPUHHH-
ra, 1abopaTopysi HEOHATAIBHOIO CKPHHHHTA, MOJICKYJISIPHO-TEHETHICCKAs JITab0PaTOpHsL,
naboparopusi TMArHOCTUKU HACIICICTBEHHBIX OOJie3He OOMEHa BEIIECTB U OTIEIICHHE
NpeHATAIbHON UAarHOCTHKH.
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12 | PaGora ¢ ceMbsIMU C OTSATOLICHHBIM T'€HETHYECKHM aHAMHE30M.

13 | PaGora B 6ubnuoreke, urepuere.

14 | [ToaroToBka JOKJIAI0B, IPE3SHTANH U pedepaToB M0 YCTAHOBICHHBIM TEMaM.

15 | IIponaranga MeaUKO-TeHETHUECKUX 3HAHUI HACEICHHUIO.

16 | ®opmupoBanue MOPTGHOINO CIIymIaTesst PE3UACHTYPHI.
Hroro: 198 yacos

Menuko-reHeTH4ecKoe KOHCYJIbTHPOBAHNE

1 | Bemenme MEIUITMHCKOMN TOKYMEHTAITHH.

) MeanKo-TeHeTHYeCKOe KOHCYJIBTUPOBAHNE aMOYIaTOPHBIX U CTALMOHAPHBIX 00JIb-
HBIX.

3 WHTepnperanus HUTOreHeTHYECKUX, MOJIEKYJISIPHO-IIUTOTCHETHYE CKUX, MOJICKYJISIP-
HO-TEHETHYECKHX U OMOXMMHYECKHX aHAJIM30B IPH HACIIEJICTBEHHOW NaTOJIOTHH.

4 | MHTeprperaliysi CBIBOPOTOYHBIX MAPKEPOB XPOMOCOMHOMN NATOJIOTHH IJI0/1A.
WnaTtepnperanust ¥Y3-MapkepoB XpOMOCOMHON U BPOXKIEHHOW TATOJIOTHH TUTO/A.

6 | UnTepriperanys JaHHBIX HEOHATAIBHOTO CKPUHUHTA.
3aroJHeHNne MEJIMKO-TeHETHUECKUX KapT OOJBbHBIX C HACICACTBEHHON U BPOXKICH-

7 HOI1 maTonoruei.
Ananu3 ¢eHoTHIIa OOIBHOTO NPU PA3IMYHON HACJIEACTBEHHOM MATOJIOTUH.

9 | CunapomanbHas IMarHOCTUKA HACJIEACTBEHHOM MAaTOJIOTUH.

10 Vcnionb30BaHNe KOMIBIOTEPHBIX CIPABOYHO-AMATHOCTHYECKUX CHCTEM M 0a3 IaH-
HBIX I10 HACJICACTBCHHBIM 6OHC3H$[M.

11 | YyacTie B KOHCHIIYMaXx.

12 | PaGora ¢ ceMpsIMU C OTATOIIEHHBIM I'€HETHYECKUM aHAMHE30M.
Amnanus 6a3 nannbix «HarnmonaneHoro I'eneruueckoro Peructpa PKy». Pacuer va-

13 | crorsr BIIP, mokasareneii MepTBOPOKAAEMOCTH, TIEPUHATAILHON W paHHEeW HeoHa-
TanpHOUM cMepTHOCTH. [loaroroBka otyera.

14 AHanu3 OTYETHON JOKYMEHTAIIMH MEANKO-TeHETHYeCKOH ciryxObl. [TonroroBka ot-
yera.

15 | PaGora B 6ubnuoreke, urepuere.

16 | [ToaroroBka JOKJIAI0B, IPE3eHTAINH U pedepaToB M0 YCTAHOBICHHBIM TEMaM.

17 | Ilponaranga MeIUKO-TeHETHUECKUX 3HAHII HACEICHHUIO.

18 | ®opmupoBanue MOpTGOINO CiIymaTesst pe3UACHTYPHI.

Hroro: 198 uacos
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e 0OocaHy anjblHIA AUArHOCTHUKA SKYPridy YIIH >KYKTUIKTIH KOpCETKilTepi MeH
Mep3iMIEpiH;

e OKYKTUIIKTIH OpTYpJii Mep3iMiHAe IHAarHOCTHUKAHBIH MPEHATAJIBIK HHBA3HSIIBIK
QMIiCTEPIiH JKYPri3y NPUHIUIITEPI MCH TEXHUKACHIH,

*  TICHETHKAJIBIK KepceTimaep OOMbIHINA KYKTITIKTI Y3y KOpCeTiMAepiH;

*  TYKBIM KyaJlaFaH jkoHE Tya OiTKeH aypyJap/bl aJlbIH aily IPHHIHUITEPiH;

*  [UTOTCHETHMKAJBIK 3€PTTEY/l KYPri3y YIIiH OHOJIOTHSUIBIK MaTepHaliap/aH Kacyliina
OCIpIHJIIC] MpenapaThiH JaibIHIay/bl )KOHE OHBIH aHAJU31H,

*  MOJICKYJIaJBIK-TeHETHKAIIBIK 3ePTTEY JKYPIi3y/iH KaJIbl IPUHIUITEPIH;

*  MEIMLHHAIBIK FCHETHKAIAFbl MEHIIMHAIIBIK [ICHXOJIOT U, ITHKA JKOHE JCOHTOJIOTHS
Heri3znepin Oimyi Tuic.

Pesnpent:

e  HayKacTapjbl (PEHOTHUINTIK Kapam TeKCepyai JKYprizyui;

*  mIeXipeHi rpaduKalbIK CypeTTel KOPCETYIl XKHe TalIay/Ibl;

e aF3ajap MeH Xyienep OoWbIHIIA NPoOaHATHI (IIeXipe OacTanaTblH TYN TYJIFa)
00BEKTHRBTI 3€PTTEY KYPri3y/i;

*  CHHAPOMAJJIBIK JUAarHO3bI ME3TTiH/IE aHBIKTAY/Ib;

*  ICHETHKAJIBIK Kayil-KaTepi ecenTey/i Kyprisy;

*  TYKbIM KyallaFaH aypyJapAblH opTypii (opmanapbl Ke3iHIe OTOAChIHAA aypyablH
JaMy OOJDKaMbIH aHBIKTay/bl;

*  JKYKTI oifeniepre KeIeH 1i MeTUIIMHAIBIK-TeHETHKAIIBIK KOHCYIIBTALIUS JKYPTi3y/i;

* TYKbIM KyaJaraH THaToJIOTHsUIapbl Oap oOTOAchlHA KEIICH/i MEIUIIMHAbIK-
TeHETHKAJIBIK KOHCYJIBTAIMS JKYPri3y/i;

*  JKYKTUIIKTI JKOCIHapiiaraH 0TOAchbIHA KEIICHII MEAUIMHAIIBIK-TeHETUKAJIBIK KOHCYIIb-
Talus KYPrisyai;

* Tya OITKeH JXOHE TYKBIM KyaJuaraH aypyiaap OOHMBIHINA >KYKTI SHeNIepaiH >XoHe
0TOACHIHBIH Kayill-KaTep TONTapbIH KYPY/IbL;

*  OHIpAeri reHeTUKAJbIK OY3bUTBICTApaH TEePUHATAIIBIK aypyIIAHIbUIBIK MIeH OJTiM-
JKITIM KOpPCETKIITEPiHIH eceOl MEH aHaJIM3iH JKYPri3y/i;

*  eHIpjeri JamMmy/blH Tya OITKEH aKayJapbIHbIH PETUCTPIH KYPTi3y/i;

° 3ar anMacylblH Tya OITKeH akaybl 0Oap Haykac OajlaHbl eMJCy TaKTHKAChIH
HETI3ey/i;

*  anMacylblH TYKbIM KyalaraH aypyjiaplIbl €MJOMMEH eMACYIiH THIMIUIIrH
Oaranay/pl;

*  ColiKec MEAMIMHAIIBIK T€HETHKAJIBIK Ky)KaTTamasaap/bl peciMaeyi;

*  JIMarHOCTHKAaHBIH aCTaNTHIK JKOHE apHalbI 9iCTepiHIH HOTMKENIEPiH Oaranaysl;

e OKYKTLIIKTIH opTYp:i Mep3imingeri Y13 nepexrepin Oaraayibl;

*  OMOXMMUSIIBIK CKPHHIHT HOTYDKEIIepIiH Oarasayibl;

*  XpPOMOCOMAJBIK KOHE MOHOTEH[ MaTOJOTHsIap WHBA3HSUIBIK JUATHOCTUKACHIHBIH,
HOTIXKeJIepiH Oaranay/pl YHPEHIM aaybl KaXKeT.



Pe3upenr:

TYKbIM KyaJlaraH aToJI0TusIapsl 6ap 0TOACHI IeXKipeCiHiH reHeaqorusUIbIK aHaIU31H
JKYprisyre;

TYKBIM KyaJlaFaH aypyJapAblH dpTYpIi THITEpi Ke3iH/e FeHeTHKAIBIK Kayil-KaTepi
ecelnreyre;

MICKIpeH] rpadUKabIK CypeTTell KOPCeTyre KIHE TalIayFa;

TYKBIM KyaJlaFaH MaToJOTHSIIAP/IbIH CHHAPOMAJIJIBI TUArHOCTUKACKIH JKYPri3yTe;
OHIpJIET] TeHeTUKANBIK OY3bUTBICTApaH MEePUHATAIIBIK aypyIIaHIbUIBIK MIEeH OJTiM-
JKITIM KOPCETKIIITEPIHIH eceOl MEH aHaJIM3iH KYPri3yre;

(eHMITKETOHYpHUACHL Oap HAyKac YVIIIH MK eMIOMII eCenTeyre JaF/bLIaHybl
Ka)KeT.

2 ITon caraTTapbIHbIH 00JIiHYi
Beiiinpeymi nongep

3anoyHeHne MEANKO-TEeHETHUECKUX KapT OOJIbHBIX ¢ HACAEICTBCHHON U BPOXKICH-

AyIHTOPHSIIBIK CaFaTTap
Ne ITon . TIpaKTHKAJIBIK POK
Bapuasirsl | Igpicrep cabaKTap
1 MonexynaibIK OH1oorus HoHe 396 36 360 198
METUIMHATIBIK TeHETHKA HeTi31
) MCI[I/IHI/IHa:l'ILIK TeHETHKA/IAT bl 396 36 360 198
3epTTey auicTepi
XpoMocoMabIK aypyiap 396 36 360 198
4 | Tenaik »oHE reHOMJIBIK aypysiap 396 36 360 198
5 | TykbIM Kyanayra Oeiiim aypysap 396 36 360 198
6 MeaHIHATBIK-TeHE THKAIBIK, 396 36 360 198
KOHCYJIBTaIHs
CaraTTapabIH KaJNbl CAHbI 2376 216 2160 1188

7 . .
HOI maToioruei.
Ananu3 ¢eHOTHIIa OOJIHLHOTO IIPU PA3IMYHON HACIEACTBEHHO M1aTOJIOTHH.

9 | CunapomanbHas IMarHOCTHUKA HACJIEACTBEHHOM MaTOJIOTHH.

10 Vcrionb30BaHNEe KOMIBIOTEPHBIX CIPABOYHO-AMATHOCTHYECKUX CHCTEM M 0a3 IaH-
HBIX TI0 HACJIECTBEHHBIM OOJIC3HSIM.

11 | YyacTie B KOHCHIIYMaXx.

12 Amnanu3 6a3 nanneix «HanmonansHoro I'eneruueckoro Peructpa PK». Pacuer va-
ctotel BIIP. [lonroroska oruera.

13 AHanu3 OTYETHOW JOKYMEHTAIIUN MEINKO-TEHETHYEeCKOU Ci1yObl. [ToaroToBKa OT-
yera.

14 | PaGoTa ¢ ceMbsSIMU C OTSITOLICHHBIM T€HETHYECKHM aHAMHE30M.

15 | PaGora B 6ubnuoreke, urepuere.

16 | ITonroroBka AOKJIa 0B, pe3eHTALUI U pehepaToB 110 YCTAHOBICHHBIM TEMaM.

17 |[Ipomaranga MeIUKO-TEeHETHUECKIX 3HAHUN HACETCHHIO.

18 | ®opmupoBaHue OPTHOIHO CIAYIIATEIS PE3UACHTYPHI.
Hroro: 198 uacos

Bose3nu ¢ Hac/ieIcTBEHHBIM NPepPaciiooKeHHeM

1 | Benenune MeIUIIMHCKOHN IOKYMEHTAIHH.
PaGora B maboparopu MEAMIIMHCKOW T'eHETHKH (ydacThe B MPOBEICHUH MOJIe-

2 | KynspHO-reHeTHueckoro ananusa: Beiaenenue JJHK, ammudukanum, pectpukiuny,
JICTEKIIMN).

3 MenuKo-reHeTHUECKOe KOHCYJIBTUPOBAHNE aMOYIIaTOPHBIX U CTAllMOHAPHBIX 0OJIb-
HBIX.

4 | UnaTeprperaliyist MOJIEKYJISPHO-TEHETUYECKUX aHAIN30B.

5 3anoNHeHne MEANKO-TeHETHIECKUX KapT OOJBHBIX ¢ HACIEICTBEHHON M BPOXKIICH-
HOM marosorueil.
Ananus ¢penoruna OOILHOTO NP PA3TMYHON HACIEICTBEHHON TaTOJIOTUH.
CuHapoMalibHas TUAarHOCTHKA HACIEICTBEHHOW TTaTOJIOTHH.

3 Vcnonb3oBaHne KOMIBIOTEPHBIX CIIPABOYHO-IMATHOCTUYECKUX CHCTEM U 0a3 JaH-
HBIX 10 HACJIEICTBEHHBIM OOJIC3HSM.

9 | Yuactre B KOHCHIHyMaX.

10 Amnanu3 0a3 nanHbix «HanuonansHoro I'enernueckoro Peructpa PKy». Pacuer va-
crotsl BIIP, BIIP «ctpororo yuerax». [Toarotoska otuera.

1 AHaJIn3 OTYETHOM JIOKYMEHTAIMH MEIMKO-TeHeTHUEeCKOH ciyxObl. [TonroroBka or-

qcra.

61




VYuactue B MPOBCACHNHU HCOHATAJIBHOI'O CKPMHUHIA HOBOPOXIACHHBIX Ha HACJICH-

3 Beiiinaeymi noHaepaiH TAKbIPHINTHIK KOCTAPBIHBIH YJTicCI kdHe Ma3MYHBI

3.1 JlopicTepaiH TaKbIPBIITHIK *KOCHAPBIHBIH YJIrici

Ne TakbIpbIObI ‘ Ma3myHbI
MouitexynaJibIK 0M0JIOTHS sK9HE MeTHIIMHAJIBIK FeHeTHKA Heri3i
«MenuIHAJBIK TCHETHKAY YFBIMbL. MEIUIIMHATIBIK Te-
HETHKa MiHJeTTepl. backa FhUIBIMU OaFbITTapMCH KOHE
MeauuuHaIbIK

TeHETHKaFa Kipicre

MaMaHIBIKTapMEeH ©3apa OailaHbIChl. MeTuIMHAIBIK
TCHETHKA OHBIH FBUIBIM MEH MEAUIUHAIBIK OlTiM
KYHECIHIIeTi OPHBI.

KP meaunuHanbik-

KP MenuiuHabIK-reHeTHKAIBIK KbI3METTIH JCHIeHi MCH
KYpPBUIBIMBL.  MeIUIMHAIBIK-TEHETUKAIIBIK ~ KBI3METTIH

7
CTBEHHYIO MATOJIOTHIO.
Pa6otra B 6ubnmnorexe, MuTepHere.

9 | IoaroroBka IOKJIAI0B, MPE3CHTAIMHI U pedepaToB M0 YCTAHOBIECHHBIM TEMaM.
Hroro: 198 uacos

XpomocomMHbIe 00J1e3HH

1 | Benenue MeIUIIMHCKON IOKYMEHTAIHH.
Pabora B maboparopuyl MEIUIMHCKON T€HETUKH (Y4acThe B IPOBEICHUH [IUTOTeHE-

2 | THYECKOTO aHaJIn3a, MOATOTOBKA JIAOOPATOPHOH MOCY/AbI, OCHOBHEIE TAIBI IIUTOTE-
HETUYECKOTO aHaIu3a M T.1.).
PaGora B naGoparopuu MEIUIIMHCKOM TEHETHKH (ydacTHe B TIPOBEICHUHU

3 | MOJIEKYJISIPHO-IIUTOTEHETUYECKOTO aHaIM3a, MOJArOTOBKA JIA00OPATOPHOW TOCYIIBI,
OCHOBHBIE 3TAIlbl IMTOICHETUYECKOTO aHaIM3a U T.11.).

4 MenuKo-reHeTHUeCKOe KOHCYJIBTUPOBAHNE aMOYIIaTOPHBIX U CTAllMOHAPHBIX 0OJIb-
HBIX.
WHTepnpeTarys IUTOreHEeTHYECKUX aHATH30B.

6 | aTepnpeTariyiss MOJICKYISPHO-IIUTOTCHETHYECKUX aHAN30B.

7 Amnanu3 0a3 nanHbix «HarnmonansHoro I'enernueckoro Peructpa PKy». Pacuer va-
ctothl BIIP, yacToThl XpoMOCOMHBIX Oosne3Hel. [TlonroroBka oruera.

3 AHanu3 OTYETHOW JOKYMEHTALUN MEANKO-TeHeTHYecKor ciryObl. [ToaroroBka oT-
yera.

9 | Pabora B 6ubnuoreke, lHTepHeTE.

10 | [ToaroroBka J0KIAJI0B, MPE3CHTAILNIA U peepaToB M0 YCTAHOBICHHBIM TEMaM.
Hroro: 198 uacos

I'eHHbIE M TeHOMHBIE 00J1€3HU

1 | Benenwe MEeIUIIMHCKON JTOKYMEHTAIHH.
PaGora B maboparopuu MEAMIMHCKOW TeHETHKH (ydacThe B MPOBEICHUH MOJIe-

2 | KynspHO-reHeTHueckoro ananusa: Beiaenenue JJHK, ammudukanum, pectpukiuny,
JICTEKIINH).

3 MenMKo-reHeTHUECKOe KOHCYJIBTUPOBAHNE aMOYIIaTOPHBIX M CTAllMOHAPHBIX 0OJIb-
HBIX.

4 | MHTeprperaliyst MOJIEKYJISPHO-T€HETUYECKUX aHAIN30B.

5 WuTeprperanus OMOXMMUYECKUX aHAIM30B MPU HACIICICTBEHHBIX OOIE3HIX 00Me-
Ha BEILECTB.

6 Pacuer neyeOHOrO mMuTaHMs ACTAM C HACICACTBEHHBIMH OOJIE3HSIMH OOMEHa Be-

IIECCTB.

2 | reHeTHKAJIBIK KbI3METTI e o .
. iCIH perlaMeHTeiTiH KyKarTtap. MeauIuHaIbIK-TeHeTH-
YHBIMIACTBIPY . . .
KaJIbIK KbI3METTIH (DYHKIUSICHI MEH MIHAETTEPI.
MeauuuHaNbIK FBUIBIM MEH MPAaKTUKAJAFbl MEIUIMHA-
JIBIK TEHETUKAHBIH MaHBI3bL. OPTYpPI MaMaHIBIK J1opi-
MeauuuHanbIK FhIIBIM .. . PTYP p
repiepiHiH KaciOu MpaKTHKACHIHaFbl TeHETHKA MaHBI3EI.
MEH ITPAKTHUKa/1aFbl
3 Kapauonorusinarsl, OHKOJOTHALAFBI, aKyLIEpUs MeH
MeIUIMHAIIBIK
TMHEKOJIOTUAAAFbl, MEAUaTPUSAAAFbl, dHAOKPUHOIOIUs-
TeHETUKAHBIH MaHbI3bI
JIaFbl, TICUXUATPUSIAFbI, XUPYPrHIaFbl MEIUIIMHAIBIK
TeHETHUKa.
MeaunuHaIbIK OeMzIeri MEeIUIMHANIBIK T'eHETUKAHBIH JaMy TapHXbl.
4 | reHeTHKaHBIH qaMy Tapu- | TMJI enaepinzeri reHeTHKaHbIH AaMybl. KasakcTaHnmarbl
XBI MEH Ke3eHepi TeHETHKAHBIH JaMybl.
JKacymamap xypeuteiMbl. JKacymma —opraHemiamapebl.
5 Kacyma. XKacymanap Manpbl. SIpONBIK JKOHE MUTOIUIA3MAIBIK KUBIHTHIK.
KYPBUIBIMBI XKacyma xaObIpFaIapbIHbIH, MUTOXOAPHSHBIH KYPBLIbI-
Mbl. JKacyIia KbI3METIHIH peTTeNnyi.
JTHK we PHK JHK men PHK typans! Tycinik. JJHK MonexynachlHbIH
6 KypbuUibIMbL.  KomrieMeHTapibIK npuHImnTepi. Yap-
KYPbUIBIMBI . .
radd epexeci. PHK xypsutsiver. PHK Typrepi.
. . Hopybe3apie Ty3inyi. HopybI3ablH Ty3i1yl carbliapsl.
Anam opraHu3MiHJeT1 24 T3y py Y3ty p
7 .. JHK tpanckpunmmscel, PHK Tpancnsmuscel, reHeTn-
HOPYBI3/IbIH TY311yl
KaJbIK KOJI.
XKacymansH Tipminik nuki. Careiapsl. ['amerorenes.
3 JKacymmaHbIH TipLIiTiK Oorenes. Carbuiapsl, epeKInenikTepi, MaHbI3bl. Criepma-

nukii. 'amerorenes

toreHe3. CaTbuiapsl, epeKIenikTepi, MaHbI3bI | ameTore-
HE3/1iH OY3bLTYBI.
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DMOpuorenes. JlamyabiH

OMOPUOHABIK JaMybl. OPTYpIi aF3anap MeH Kyienepain

Pacuer nuers! npu Merabonude- | Pacuer aumeTsl mpu MeTaOOIMYECKUX Haciel-

9 . namy keseHjepi. JamynablH COHFBI KezeHaepi. lmreri
COHFBI Ke3eHIepi . .
HOpPECTeHI 3aKbIMJIANTHIH (aKTopIap.
Kacymansik 1wk JKacymanapaeiy Oesninyi. Mu-
TyKbIMKyaJayIbUTBIKTBIH
10 . T03. MuTo31bIH caTbutapbl. JKbIHBIC IKacCyIIaIapbIHBIH
LUTOJOTUSUTBIK HET131 L . .
Oeuinyi. Melio3. Melo3/1bIH caTbiiiapbl. MaHbBI3bI.
[Monmynsauusutblk TeHeTHKa | « [ TomyIAIusuIbIK TeHEeTHKa» YFBIMBL.  [1OMymsausiibIK
|1 | 7KOHE TYKBIM Kyanarat reHetuka ofmicrepi. Ilomymsuusigarsl resaep. Xapau-
aypynapiblH snuaeMuo- | BaiinOepr 3anbl. TyKbIM KyanaraH aypyiaapIblH dIHIeE-
JIOTUSACHI MHOJIOTUSACHL. KaH TonTapbIHbIH MOITUMOpP(U3MI.
Kubinbl: 36 carar
MeaunuHaJabIK reHeTHKAIaFbI 3epTTey dicTepi
MeaunuHaNbIK TeHETHKAAFbl 3epTTey dicTepi. Oic-
MenunnHanbIK . . . . .
TEpAiH CHIIAaTTaMachl, KopceTiMaepi, MYMKIHIIUTIKTepi
1 | reHeTHKaAFBI 3€PTTEY
smicTepi KoHe IueKkTey. KIMHUKaNbIK »OoHE JMarHOCTUKAJIBIK
P MaHbI3bl, KOJI/1aHy aliMarbl.
KnyHuKaIbIK-reHeaqorusyIblK  OMICTI KYpridy Ke3eH-
Jiepi. OMICTIH KIMHHUKAJIBIK IPAKTUKAJaFbl MaHbBI3bI.
TykpIM Kyanmay THOTEpi. AYTOCOMIIBIK-PEIIECCHBTIK,
ayTOCOMIBIK-TOMUHAHTTBIK TYKBIM Kyalldy epeKIIemiK-
Knmankansik- . . .
2 . Tepi. X-TipKkeckeH (PEeleCcCHBTIK KOHE JOMHHAHTTHIK)
TeHEeaJOTUSUTBIK 9JIiC .
aypynap. Y-TipKeCKeH, IIHTOILIa3MabIK TYKBIM Kyajay
epeKmenikTepi. MUTOXOHAPHUSIIBIK TYKBIM Kyanay. [e-
HOM/JIBI UMITPUHTHHT. MynbTH()AKTOPIIBIK aypyiap Ke3iH-
JIeTi TeHeaNorHsUIbIK aHaJIN3.
Omicrepai aHBIKTAy JKOHE oJapAblH MoHi. Kommany
3eprreyain aiimarbl. 1{UTOreHeTHKANBIK 3epTTEYIiH BapHAHTTAPHI.
pTTeY. XpoMocoMalbIK MyTalusiap AMarHocTHKackl. Kapuo-
3 | LUTOTEHETUKAJIBIK . .
snicTepi TUOTEYAI KYPTrizy. XpOMOCOMaJbIK aypyiaapablH (eHo-
P TUNTIK KepiHicTepi. ¥PBIKTHIK MaTepPHAJJIbIH Kapuo-
TUTTEHYI.
XpomocoMa KYPBUIBIMBL. XPOMOCOMAJIAPJIbIH XallbIK-
. apanblK KikTenyi. KanbInTel skarnaiiiarbl XxpoMmocoma-
KanpinTe! sxarnaiiga
Jap HOMEHKJIATypachl. XpOMOCOMAJBIK OyY3bUIBICTAp
YKOHE XpOMOcoMa . .
. . | Ke3iHJeri XxpoMocoMmanap HoMeHkiarypacel. A, B, C,
Oy3bUIBICTApPHI KE31HIET]
4 D, E, F, G TonrapelHAaFrbl XpOMOCOMaap aHOMaJIus-

XpOMOCOMaapabIH
XaJbIKapaJbIK JKIKTelyl
’KOHE HOMEHKJIATypachl

napbl. JKBIHBIC XPOMOCOMAJIAPBIHBIH aHOMAHUSIAPHI.
XpoMocoManapbiH MapKepJIiK jKoHe MO3aiKaibik (op-
Manapbl. XpoMocoManapiblH KYpPbUIBIMIBIK ©3repic-
Tepi.

14 | ckuX HaCJIEICTBEHHBIX 3a00J1e- | CTBEHHBIX 3a0oseBaHusIX. KinHUueckue npume-
BaHMSX PBIL
. TpuHIMIBL TPOQHIAKTAKY BPOKASHHONH H Ha-
IpodmnakTrka BpOXKICHHOH U .
15 o crencTBeHHON maronoruy. CHTyalOHHbBIE 3a1a-
HACJIEeACTBEHHOM MaToJIOTHU w
Mertoasl mpoduIakTUKU 1e(EKTOB HEBpPaJIbHOU
Mertonpl ipodunakTuku nedex- pod ¢ p
16 . TpyOku. IlepukoHLENIIMOHHAS TPO(UIAKTHKA
TOB HEBPAIBLHOH TPYOKH .
Je(eKTOB HeBPAILHOH TPyOKH.
17 [podunakruka ponarzasucu- | [Ipopunakrika Qosar3aBUCUMBIX BPOXKICHHBIX
MBIX BPOXKJICHHBIX IIOPOKOB HIOPOKOB.
Hroro: 360 yaca
3.3 IIpuMepHbIi JIaH caMOCTONATEILHOH padoTsl pe3ugenta (CPP)
Ne Tema Conep:xanue
MounexkynsipHasi 0H0JIOTUSI M OCHOBBI MEIMIIUHCKOI reHeTHKHU
Benenune MeuIMHCKON TOKYMEHTAIUH.
2 | MHTeprperays IUTOI€HETHYECKUX aHAIN30B.
3 Pabora B 1abopatopuy METUIIMHCKON TeHETHKH (TIOrOTOBKA JTa0OPaTOPHOM MOCy-
IIBI A T.JL.).
4 | MnTeprperanusi MOJIEKYJISIPHO-TCHETHIECKUX aHAIN30B.
[ToaroroBka J0KIaA0B, MPE3CHTAIMIA U pedepaToB M0 yCTAHOBICHHBIM TEMaM.
6 |Pabora B 6ubnuorexe, MiurepHere.
Hroro: 198 yacos
MeToabl HCCIeI0BAHNS B MEIHIIUHCKOI IreHeTHKe
1 | Benenue MEIUITMHCKON TOKYMEHTAITHH.
Pabota B mabopaTopuu MEAMIMHCKONW T€HETHKH (y4acTHE B IPOBEICHUH IIUTOTCHE-
2 | THYECKOTO aHaJIn3a, MOJr0TOBKA Ja00paToOpHOil MOCY/Ibl, OCHOBHBIE ATAIlbl LIUTOTE-
HETHYECKOTO aHaJIu3a U T.JI.).
3 PaGora B naboparopuu MEIUIUHCKOM TeHETHKH (y4acThe B MPOBEICHHU
MOJIEKYIISIPHO-TEHETHIECKOTO aHaJIN3a).
4 | UarepnpeTanyisi IUTOTEHETUYECKUX aHAJIN30B.
5 | MHrepnperaiys MOJIEKYISPHO-T€HETUYECKUX aHAIN30B.
6 VYyacTre B NpOBEACHUN OMOXMMUYECKOTO CKPHHIUHTA OEpEeMEHHBIX Ha BPOXKJICHHYIO

1 XpPOMOCOMHYIO ITaTOJIOTHUIO IJI0AA.

10
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HpI/IHLII/IHI)I BBIYUCJICHHUSA I'CHCTU-

Ilonsatue o renernueckoM pucke. [IpuHIUIIBI BBI-

BuoxuMusbIK oicTep, Typiepi, KoagaHy aiiMarsl 5koHe
MaHbI3bL. JXKYKTiolien iep MeH )KaHa TyFaH HopeceTenepIiy

5 YUCJICHUSI TEHETHYECKOro pHcka. Pemienue cu-
4eCKOro pucka
TyallMOHHBIX 3a/a4.
3HaueHne QyHKIMOHAIBHBIX METOIOB ISl OLICH-
3HayeHue (yHKINOHAIBHBIX
KH CTENEHU MOPaKeHUsI OPraHOB M CHCTEM IpPHU
METOJIOB /ISl OLICHKH CTETIEHH .
HACJIEACTBEHHBIX 3a00NIeBaHUAX Yy JeTei. Diek-
6 | IOpaskeHUsI OPTaHOB M CUCTEM
Tpomuorpadus. MarHuTHOpe3eHaHCHAsI TOMO-
IIPU HaCJIeJCTBEHHBIX 3a001eBa-
. rpadus. YIbTpa3ByKOBbIE METOABI HCCIEIOBa-
HUSX Yy eTei
HUSL.
MuTepnperanns nuTOreHeTH-
YECKUX, MOJIEKYIIPHO- Wurepnperanyss LUTOTCHETUYECKUX, MOJIEKY-
LUTOr€HETUUECKUX, JISIPHO-LIUTOI€HETUUECKUX, MOJIEKYJISIPHO-TeHE-
7 | MOJIEKYISIPHO-TEHETUYECKUX U | THYECKUX U OMOXUMHMUYECKUX aHAIU30B IIPU 1uUa-
OMOXMMHMYECKHX aHAIU30B IIPU | THOCTUKE HACIEICTBEHHBIX Oose3Hell. Pemenue
JIMarHOC-THKE HACJIEJCTBEHHBIX | CUTYAI[MOHHBIX 33/1a4.
Oosesneit
Menuko-reHeTHIecKoe KOHCYIBTHpOBaHue Oepe-
MeHHBIX. [IpeHaTanbHbI CKPHHMHT, CPOKHU TMPO-
Menanko-reHeTnyeckoe KOHCYIb-
8 BesleHus1 o0cnenoBanus. MeTonbl. DTHYECKHE U
TUPOBaHUE OEPEMEHHBIX
MPaBOBbIC OCOOEHHOCTH MEAUKO-T€HETHUECKOTO
KOHCYJIBTUPOBAHMUSI.
MeauKko-reHeTH4eCKoe KOHCYIbTUPOBaHe Oepe-
MeauKo-reHeTH4eCKOEe KOHCYJIb-
MEHHBIX I'PYIIIIbl BLICOKOI'O FEHETUYECKOIO PUCKA.
9 | TupoBaHuEe GEPEMEHHBIX TPYIIITBI
OTuYecKkrue U NpaBOBbIE OCOOCHHOCTH MEIUKO-
BBICOKOTO T'€HETHYECKOTO PUCKA
TEeHETHYECKOT0 KOHCYJIBTHPOBAHHUS.
OCoOEHHOCTH MEHKO- Menuko-TeHeTHIeCKoe KOHCYIBTHpOBaHHEe Oe-
10 | TEHETHYECKOTO KOHCY/ILTHPOBA- | PEMEHHBIX C BPOXICHHBIMH NOPOKAMH ILIOAA.
HUS OEPEMEHHBIX ¢ BPOXKICHHBI- | OTHYECKUE M MIPABOBbIE OCOOCHHOCTH MEIHKO-
MU ITOPOKaMHU Ijioga TFCHETUYCCKOI'0O KOHCYJIBTUPOBAHUS.
MeauKO-reHeTH4eCKUE KOHCYIIb-
MeauKo-reHeTU4eCKUEe KOHCYIbTUPOBAaHUE IIPU
11 | THpoBaHme npu cHHIPOME (eTo- o
. cuHApOMe (peTo-(peTanbHOi TpaHChy3UH.
(deranpHO TpaHchy3UH
OCOoOEHHOCTH MEHKO- Menuko-reHeTHuecKkoe KOHCYJIBTHPOBaHHWE MpU
|5 | TEHETHYECKOTO KOHCY/ILTHPOBA- | HAPYIIEHHAX penpoayKTHBHON QyHKIMU. DTHYE-
HUS TIPY HAPYILICHUSX PETIPOAYK-| CKHE ¥ MPABOBBIC OCOOCHHOCTH MEIUKO-TCHETH-
TUBHOW (yHKLUH YECKOI'0 KOHCYJLTUPOBAaHHUS.
IIpenaranbublii koHcunuyM. Opranusanus. Oc-
13 | IlpeHaTanbHblil KOHCUINYM HOBHOM cocTaB cneuuanucTtoB. Llemun, 3amaun.

OrtueTHas JAOKYMCHTalus.

MeauIHABIK OMOXMMUSIIIBIK CKPUHHHTI. TYKBIM KyajaraH »oHE Tya
TEHETHKAIaFbl OiTKeH aypynap AMAarHOCTHKAChl KEe31HJEri TEeKCEepyiH
5 OHOXMMUSIIIBIK SiCTEp JKarmanl JKoHe CeNeKTUBTI ofictepl. TYKbIM KyayaraH
JKOHE ONTapIbIH aypynap AMAarHOCTUKAchl Ke3iHae (epMeHTTepIi >KoHe
MeTUIUHATIBIK OJIAPIBIH TYBIHABUIAPBIH AHBIKTAY, AMWHKBIIIKBUIIAP,
TeHEeTUKAJaFbl MAHbI3bI Mail KBIIKBUIIAPBl CIEKTPiHIH aHamu3i. Macc-crekT-
pomeTpust afici. PagnonMMyHOXUMUSIIBIK JKOHE HMMY-
HO(EepMEHTTIK daicTep.
XKykri olienjepAiH TeHTHKANBIK CKPUHUHTI. JKyprizy
Ke3eHJepl MeH [eHreiliepi, XpoOMOCOMAIbIK JKOHE Tya
OIiTKEH MaTONOTUsIapblH OHMOXUMUSUIBIK MapKepiepi,
OJIApIbIH JICHICHIH aHBIKTAy, aHAJIU3 HOTIDKEIEePiH
IpeHaTanIbIK )KOHE I S
6 tyciunipy. IIpeHaramablk CKpuUHMHT THiMimiri. XKaxa
HEOHATAJIBIK CKPUHHIHT .
TYBUIFAaH HOPECTEHIH TYKBIM KyalayIIbUIbIK I1aToJO-
THSICHIHBIH HEOHATAJABIK CKPUHMHTI, CKPUHUHT Ke3€H-
Jiepi, YUbIMIACTBIPY ACHT 1, aHAIH3/1l OTKI3y 9/licTeMect,
HOTIKEJIePiH TYCIHIIPY, THIMALTITIH Oarasay.
TyKbIM KyaJlaFaH 1aTo- OmicTiH MoHI, OTKI3y oaicreMeci. MequIMHAIIBIK TeHe-
JIOTHsIIAp IMarHOCTH- THKaJaFbl OMICTIH MAaHBI3bl. AMHHKBIIIKbUIIAPEI MEH
7 | Kachl Ke3iHjeri Macc- Mail KbILKBUIAAPBI CIIEKTPJIEPiH aHbIKTay. Macc-criek-
CHIEKTPOMETPHS JKOHE TPOMETPHSI 9/1iCIMEH HEOHATAN/IBIK CKDHHUHITI aHBIKTAY,
xpomarorpadus OMICTIH apThIKIIBUIBIFbL.
MoriekynanablK TeHEeTHKa oJiCi, TypJepi, MaHbI3HI,
. KOJIJIaHy aiiMarbl. OPTYpJli OMOIOTHSIIBIK CYHBIKTHIKTaH
3epTTeyiH MOJIeKyIabIK- v a PTYD . . ¥
8 . . JIHK Oeunin any. [ITP ananu3in eTkizy: aMiunuKarms.
TeHETUKAJIBIK dJ1icTepi : . .
PY¥II ananusi. Dnekrpodopesi oTKizy, anekTpodope-
rpamma aHajm3i, HOTHXKeJepiH TYCIHAIPY.
XpoMOCOMaIbIK TMAaTOJOTHs JHArHOCTHKACHI KE31HAETI
XpOMOCOMAJBIK
VABTPAIBIOBICTHIK THATHOCTUKAHBIH MaHbI3BI. XPOMO-
MaTOJIOTHSHBIH, .
9 COMAJIBIK TIaTOJIOTUSIHBIH,  YJIBTPaIbIOBICTBIK MapKepi.
VABTPAIBIOBICTHIK JHA- .
HOCTHKACEL V]I3 cKpUHHHT Mep3imMi. XpOMOCOMAIIBIK MaTOIOTUsIIAD
JIMAarHOCTUKACBIHAAF Y][3 THarHOCTUKACHIHBIH MOHI.
[Tony sIusIbIK-CTATUCTUKAIIBIK ~ OJIICTEP/iH ~ MOHI.
MeauuuHaIbIK . ..
FeHETHKATAFbI Xapau-Baiin0Oepr Tene-renairi. [Tomynsiusgarsl reHaep
10 MEH FeHOTHIITEP JKUUIITIH aHBIKTaY, TeTePO3UTOTAIBIKTHI
MOMYJISIIMSUTBIK-

CTaTUCTUKAJIBIK dJIiC

aHBIKTAy. [pIKTEY/IiH TeHOTHII JKUIIITIHE 9CEPiH 3epTTey,
HOMYJISLMSAAAFBI Kayin-KaTep GpaKTopiIapbiH aHBIKTAY.
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Kubinbl: 36 carar
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XpomocomanbIK aypyJiap

TyKBIMKyanaybUIbIKTbIH
XPOMOCOMAITBIK TEOPUSICHI

TyYKBIMKyanayIbUIBIKTBIH  XPOMOCOMAJIBIK TEOPHUSICHI.
Mocenenin Tapuxbl. Herisri sxarnmaitnapel. Menunu-
HaJIGIK TE€HETHKA >KiHE OHBIH MEIMIIMHANArEl KB
MaHBI3EL.

Jnuabet, oHkonoruueckue 3abonesanus u ap. Ilo-
CTAaHOBKA aHAJIN3a.

Bim3HenoBEI METO

CymHocts Metona. [loHsTHE O KOHKOPJAHTHO-
CTH, JMCKOPIAHTHOCTH Yy MOHO- U JHM3UIOTHBIX
Omm3uenoB.  KosduuueHT KOHKOpAaHTHOCTH.
Pemienue cutyaninoHHBIX 3aj1a4.

Menuko-reHeTu4eckoe KOHCYIb-
TUPOBAHKE NTpY OECTIIIONNHU U
HEBBIHAIIUBAHUN OEPEMEHHOCTH

MeHUKO-TeHETHIECKOE KOHCYJIBTHPOBAHUE TIPH
OecCIIoNMU M HEBBIHALIMBAHUU OCPEMEHHOCTH.
Anroputm 00cae10BaHUS.

Meauko-reHeTU4eCcKoe KOH-
CYJIBTHPOBAHUE IIPU OONE3HSX C
HAcJIeACTBEHHOI Ipenpacoso-
JKEHHOCTBIO

MG)II/II(O-FCHGTI/I'-IGCKOC KOHCYJIBTUPOBAaHUEC TIPpU
0OJIC3HSIX C HaCJ'Ie,Z[CTBeHHOfI npeapacnoaI0KeH-
HOCThIO. Pacuer OMITMPUYCCKOTO pHCKa. Tabmu-
bl DMIIUPHUYICCKOTO PHUCKaA.

T'eneTnueckwnii macopt

l'enernyeckuit macnopt. [Ipumeps! rereTHdIeCcKo-
T0 MacHopTa MPeapacloNoKEeHHOCTH K aKylIep-
CKUM OCJIOKHEHHSIM, CEpACYHOCOCYTUCTOMN MaTo-
JIOTHH, OHKOJIOTHYECKNM 3200JICBaHUSM U JIp.

Hroro: 360 uaca

Meauko-reHeTHYeCKOe KOHCYJILTHPOBAHME

Menanko-reHeTHYeCKoe KOHCYb-
THPOBaHUE MPYU HACIIEACTBEHHOM
U BPOXKJIEHHOW MaTOJIOTUN

Menuko-reHeTuuecKkoe KOHCYJIBTHPOBaHUE MpU
HACJIEJICTBEHHOH M BPOXKICHHONW MaTOJIOTHH.
enu. 3agaun. Dransl IPOBEACHUS.

Hcnonb3oBanue KOMITBIOTCPHBIX
CIIPaBOYHO-AUATHOCTUICCKUX
cucTeM u 0a3 JAaHHBIX I10 Ha-
CJI€ACTBECHHBIM 00JIe3HAM

KommbroTepable  cripaBOYHO-IHArHOCTHYECKHE
cucTeMbl W 0a3bl JAHHBIX 10 HACJIEICTBEHHBIM
6onesusiM. [TpuHIUTIBEI pabOTHI.

MuxkpoaHomaauu pa3BUTHSL.
Ilonsarus u tepmunonorus. Knun-
HUYECKOE 3HAYEHUE

MopdoreHeTnueckie  BapuUaHTBl  Pa3BUTHS
(MHUKpOaHOMAINY, MHKPONPHU3HAKH, MPH3HAKU
JUCOMOpPHOTEHEe3a), UX TeHEe3, IOCTHAaTajIbHas
Moaudukanus. O0mme u crenupuueckue Mop-
q)OFCHCTI/I‘lCCKI/IC BapuaHTbl: 3HAYCHUEC B JUa-
THOCTHKE HACJICICTBEHHBIX CHHIPOMOB M BpPOX-
JEHHBIX coCTOossHUN. COoCTaBlIeHHE POLOCIOBHOM,
OLICHKA KIMHHYECKOr0 M JIA00OpaTopHOro odcie-
JIOBAaHHUS.

XpoMocoMabIK XpOoMOCOMABIK MyTaIUsIap KIMHUKAIBIK KOPIHICIHIH
2 | aypynapabIH Kaibl epeKIIeIiKTepi. AFBIMBIHBIH EPEKIIeIiKTepl, O0mKaMbl
KacHeTi XKoHe MPO(MIIAKTHKACKL.
XpoMOCOMANBIK MyTalUsUIapAblH KIKTEIyl: CaH/IbIK
3 XPpOMOCOMAIIBIK . . | JKOHE KYpPBUIBIMIBIK. KaJbINThl KOHE MaTONOTHSIIBIK
MYTalUsUIAp/IbIH KIKTETyi
XPOMOCOMAJIAP/IbIH XaIbIKAPaIbIK HOMEHKIIATYPACHL.
AWTYIBI CAaH/IBIK MyTa- XpoMocoMmapaslH CaHABIK MyTamusiapel. 13, 18, 21
4 | quAnmapOBplH XpOMOCcOMa- | XxpoMocoMmanap OoWbIHIIA TpucoMusiIap. KiMHHKaIbIK
JIBIK CHHJIPOM/IAPBbI KOPIiHICTepi, IMarHOCTHKACKI, TPO(UITAKTHKACHI.
XpomocomanapbIH XPOMochanapmﬂH KYPBUTBIMAIBIK My TaLUSTapEL.
KYDHUTEIMITIK MYTa- )KIKTE?Hyl. ‘X'pOMOCOMaJ'Iap}J,bIH SPTYPI  KYpBUIEIMIBIK
5 N e3repiCTepiHiH KIMHUKAIBIK KopiHicTepi. XpoMoco-
[USICBIMEH OailIaHbICThI
aypysap Maap/blH JKOFAITYbI, TPAHCIOKAIMSIAPHI, aybICYbI, Iy-
TUTHKALUSIIApbI, HTHCEPIHSIAPbI.
AWTYITBI KBIHBICTBIK JKBIHBICTBIK XpOMOCOMAaNApIIBIH CAaHABIK MyTalUsIIaphl.
G | XpoMocoMaap MyTauHs- JKBIHBICTBIK XpOMOcOMaiap OOMBIHIIA TPHCOMHSIIAP
CBIHBIH XPOMOCOMAJIBIK MeH MOHOcoMUsIIap. KITMHUKAJIBIK KepiHicTepi, THarHo-
CHHIPOMJIapBI CTHKACHI, TPOPHIAKTHKACHI
Xpomocomanap mnoaumop¢usmi. Cepikrec XpoMOco-
7 Xpomocomainap Majap. XpoMOCOMalIapAblH KOTEPiHKI CBHIHFBIIITBIFBL.
nonumMophu3Mi PenponyKiusiiblK  (YpraK SKaHFBIPTY) MEAUIMHAIAFbI
MAaHBI3bI.
Penponykuusiibik Men- | KypbUIbIMIBIK e3repicTep )oHe oITUMOophH3M — Oerey-
8 | HAaFRl XPOMOCOMAJIBIK | JTIK MeH Oaja KeTepMey dJIeTiHiH cebenrepi. XpoMoco-
Oy3bLIBICTAp Masap cerperamuschl.
XpoMocoManapAblH MeWo3aa aKbIpaMayblH IEePHKOH-
XpoMocoMabIK ay- LENIUSIIBIK aljibiH any. Epii-3ailbInThiiapiarbl Xpo-
pyJaapsl ajibH amy. MOCOMAJTBIK OY3BUIBICTAPABIH THArHOCTHKACKHL. Jlopy-
9 lrreri Hopecrenepueri MEHJEpJiH KOMeriMeH ajjiblH any. [IpeHaranabiK
XPOMOCOMAJIBIK JIMarHoCTUKa ojicrepi. XpOMOCOMAIBIK MyTalusiap
Oy3bLIbICTap/IbIH JUArHO- | IUArHOCTUKACBIHBIH dictepl. Kapuortunrey. ©OpicTig
CTUKACHI MYMKiHIIUTT. CaHABIK JKOHE KYPBUIBIMABIK MYyTallusi-
Jap JHarHOCTHKACHI.
10 XpoMOCOMAIBIK OY3bLIbIC- | 3ePTTEY/IIH MOJCKYIANbIK-IIMTOTCHETUKAIIBIK dJICTEPI.

Tap/Ipl 3€PTTEY/IH Ka3ipri

In-situ ¢uroopecreHTTiK OyIaHIacThIpy dicTepi. OIic

Amnanu3s (eHoTuna 00JIHOTO
MIPY Pa3IMYHON HACIEICTBEHHON
MaTOJIOTHH

Ananu3 peHoTuna 60IBHOTO MPU PA3THYHON Ha-
CJIEICTBEHHON MATOJIOTUU (BPOXKASHHBIX ITOPO-
KaX Pa3BUTHS, XPOMOCOMHOH MaTOJIOTHH, MOHO-
TeHHBIX 0OJIe3HSIX).
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Amnanu3 (peHoTuna 00ILHOTO

Amnanu3 (eHoruna 60JILHOTO IPH Pa3IMIHON Ha-
CJICICTBEHHON IaTOJIOIUU (BPOXKICHHBIX IIOPO-

snictepi

MYMKiHIITiKTepl. OTKI3y 9aicTepi.

Kubinbl: 36 carar

I'enaik :koHe reHOMABIK aypyJaap

MoHoreHiK aypyJsap

MoOHOTeHIIK aypylap 3THOJOTHICHI MEH MaTOreHEe3iHIH
Kalmbl Macenesepi. MOHOreHIiK aypyiap IaroreHe-
3iHIH MEXaHU3MJIepi: ©3iHe TOHIUIIK MyTalusiap,
METOOONMM3M/IIK ~ KOJIAPJBIH  KOITIri, HOpYybI3Aap
(YHKIMACBHIHBIH ~ KenTiri. MOHOTeHIIK — aypylapablH
TCHETHKAJIBIK TeTePOrCHIIIr, MEHETPAHTBUIBIFEI KOHE
KIMHUKAJbIK HonuMophusi Typanbel TyciHik. IeHuik
JICHTreliieri UMOPUTUHT Typaibl TyciHik. MoHOreHai
aypyJiap MeH CHHIPOMJAp JKIKTETyiHIiH HpUHIUITEPI.
TYKBIMKyaJaymbUIBIKTBIH ~— ayTOCOM/IBIK-TOMUHAHTTHIK
TUITIHE OallaHBICTBI €H KeH TapajfaH aypylap MeH
cuHIpomIap: Helpopudpomaros, HyHaH CHHAPOMBI,
MHUOTOHUSUIBIK ~ TUCTPO(dUs, OTOACBUIBIK THIEpXOolie-
crepuHeMusi, MapdaH cuUHIpPOMBI koHE T.0. TyKbIM-
KyaJayIIbUIBIKTBIH ~ ayTOCOMIBIK-PELIECCUBTIK THIIIHE
GaiflaHbICTBl aypysaap MEH CHHIpPOMJIAp: Ke3Tepi alb-
OuHM3M CcHHApOMBI, KaprareHep CHHAPOMBI, aJpeHO-
TCHUTAIBIK CHHAPOM, MEKKelb CHHAPOMBI JKOHE T.0.
X-TIpKECKeH PEIECCHBTIK TYKbIMKyallayIIBUIBIK aypy-
Japbl MEH CHHApOMIApbl: JIIOIICHH OYJIIIBIKET JHc-
TpO(HUACH, SKTOACPMAIABI AUCIUIA3HS, TI'eMO(WIUI
skoHe T.0. JlaMyIbpIH KenTereH Tya OiTKeH aKayJapbIHbIH
MOHOTEHJIIK cHHIpomaapel. Kanmber Oenrinepi. Kiunn-
KaJIbIK MBICaJI/Iap.

MUTOXOHIPUSIIBIK aypy-

Oruonorusicel. [larorenesi. KeH TapanraH MHTOXOH-
JIPUSUIBIK aypyaapiblH KIMHUKAJIBIK KepiHicrepi. [ua-

4 | mpu pa3nUyYHOM HAaCIEACTBEHHOM .
KaX Pa3BUTUS, XPOMOCOMHON HaTOJIOTMU, MOHO-
[aTOJIOTHH
TEHHBbIX 00JIE3HsX).
IlonsaTue o renernyeckoM pucke. [IpuHIUIIBI BBI-
IIpuHIUIIBI BEIYUCIICHUS TEHETH-
5 YHUCJICHUS TE€HeTHYEeCKOoro pucka. PemeHue cu-
YECKOTO PUCKA
TyaIlMOHHbIX 33/1a4.
CunzapomalbHask JUarHoCTHKa
CunapomainbHasi AMarHOCTHUKA IIPH 3aJIepiKKe Gu-
6 | npu 3anepikKe HU3UIECKOro
3U4YECKOT0 Pa3BUTUA. AJITOPUTM 00CIIEIOBaHHUSI.
pasBuTus
ITporpamma o6cnenoBaHus pedeHKa IPH IOpaxKe-
CunapomalnbHas JUarHoCTHKa
7 HUM KOXKU. ANroputMm obcienoBanus. CuUHApo-
MIPY TIOPAKEHUH KOXKH
MaJibHasi TUarHOCTHKA.
[IpuHIMIIBI ¥ METOABI JIMAarHOCTUKHM MOHOTEH-
HOM W TONHWIeHHOW MaToJOoTHH. MOoNeKymspHO-
MonexymnsipHo-reHeTndecKas
. reHEeTHUYeCKasl AUarHoCTHKa Hanbomee JacThIX U
8 | mmarHocTHKa MOHOTEHHOM U 110- .
. pacnpocTpaHeHHBIX MOHOTEHHBIX OoJe3Hel: (e-
JIMI'CHHOMU I1aTOJIOTHH
HWJIKETOHYPHUHU, MYKOBHUCIIHI03a, MHOTUCTPO(DUH
Mromenna-bekkepa u ap. [loctanoBka ananm3a.
Mertozbl AUarHOCTUKU MYKOBUC-| MeTozbl JMarHOCTUKY MyKoBUCLU103a. IToToBbIE
9 | uuro3a B epuo HOBOPOXKIEH- | IPpoObL. MoeKyIIpHO-IreHeTHYECKas JUarHOCTH-
HOCTH Ka MyKOBHCIIH/03a.
10 Heonaransubiil CKpHHUHT Ha HeoHaraspHbIi CKPUHUHT Ha (DEHUIIKETOHYPHIO.
(heHNITKETOHYPHIO IlocranoBka aHanmM3a.
Pacuer neyeGHOrO NUTAHUS
Pacuer neyeOHOro muTaHUS NPHU HACJIEICTBEH-
11 | mpu HacneACTBEHHBIX OOIE3HIX
HBIX Oose3Hsx ooMeHa. [Ipumepsi.
oOMeHa
Pacuer nmuerorepanuu npu
. Pacuer nuertorepanuu NpH (EHUIKETOHYPUH Y
12 | penumnkeTonypun y aereit 1o 1 N
nereit 10 1 rozna Ku3HU.
rojia >KU3HU
Pacuer nmuerorepanuu npu ¢e-
. Pacuer guerorepanuu npu (EHUIKETOHYPUH Y
13 | HUIKETOHYpUH Y JeTel cTapiie

1 roza >Xu3Hu

neteit crapie 1 roxa sKU3HH.

Hroro: 360 yaca

bBoJie3Hu ¢ Hac/IeACTBEHHBIM npeapacnoaoKeHueM

MonekyssipHO-TeHeTHYeCKast
JIMarHOCTHKA MTOJIUTCHHON
MaToJ0ruu

IIpuHINTIE 1 METOABI TUATHOCTUKH MTOJTUTEHHON
MaToJIOTHH. MOJEKyIsIpHO-TeHEeTHYecKast  JTha-
THOCTHKAa HaumOoliee pacripoCTpaHEHHBIX 0oJe3-
HeH: apTepuaabHasi THIEPTEH3Ms, CaXapHbIi

nap . . .
FHOCTHKA oztictepi. Emzey npuHuunTepi.
Otuonorusicel. Ilatorenesi. JKikremeci. KianHHMKaIBIK
MykoBHUCIIHI03 .. . .
kepiHicTepi. EMmuey npunuunrepi. AnjbH amy.
Oruonorusicel. [latoreHesi. KiuHUKaNBIK KepiHicTepi.
DeHMITKEeTOHY pHS AmnanbIk (peHukeTonypust. Emzey npuHuunrepi. AiibiH
ay.
APEHOTEHUTAIUIIBIK Drtuonorusicel. Ilarorenesi. Xikremeci. KanHukambik
CUHJIPOM KepinicTepi. EMaey npuHuunrepi. AngsH ay.

Tya OiTKEH rHUIIOTHPEO3.

Otuonorusicel. Ilatorenesi. JKikremeci. KanHHMKaIBIK
kepinictepi. EMaey npunHnunTepi. AnjibiH amy.
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MonexynamsiK
MEIUIMHAHBIH JaMYybl

Onempae xoHe Kazakcran PecryGnukacbiHIa MOJEKY-
JaIblK  MEIULMHAHBIH JaMybl. ©O3eKTi Macernenepi,
KJIMHHKAJIBIK MEMIMHA YIIiH OHBIH MOHI. [ eHeTHKaIIBIK
Tecriey. MyKkoBHCIIHI03, (DCHUIKETOHYPHUS KOHE Ka3aK
HOMyNMUACHIHIAFE  0acKa aypylaapAblH KeH TapalFaH
MYTaIUSICHIHBIH XKHLJTITI.

I'eHOMABIK MeUIIMHAFA
Kipicme

Anam reHoMbl. MocelieHiH Tapuxbl. AZlaM T€HOMBIHBIH
MPAaKTUKAJIBIK KOCBIMIIIACKL. Mocelenepi MeH CakTaHy.
«[eHeTHKANBIK mAcIOpT» uzeschl. DYHKIHUSIIBIK Te-
HOMHUKA. AJJAMHBIH T'€HETHKAJBIK OPTYpJLIiri. Anam
TCHOMBI JKOHE MOJICKYNIAJbIK MEIUIUHA. AJIJIBIH Ay
MEIUIIMHACBIHBIH, THIMIIJIITT.

cTBeHHOU matojioruu. Ilaronoruueckue n3meHe-
HUSl BO MHOTHX OpraHax u cucremax. [lonsitue o
mwieiiorponuu. IlepBuynas U BropuuHas Iueno-
Tponus. BpoKIEHHBIX XapakTep 3a0oiieBaHMS.
PesucrentHoCTh K HanbOIIEE PACIIPOCTPAHEHHBIM
MeTonmam tepanuu. OcoOeHHOCTH ocMOoTpa U (-
3UKaJIBHOTO 00CIIEIOBaHUS OOJHBIX M POJICTBEH-
HHUKOB. CEMMOJIOTHSI HACJICACTBEHHBIX O0JIC3HEH
U CHHIPOMOJOTHYECKHHA TOAXOA K TUAaTHOCTHUKE.
Cemuonorus BpOXKICHHBIX TTOPOKOB M MHKpPOa-
HOMAJIUHM Pa3BUTHUS M UX KIIMHUKO-TEHETHYECKast
OIICHKA.

Kubinbl: 36 carar

TykbIM Kyanayra Oeifimainik aypyaap

TyxpIM Kyanayra
OeHiMIITIK aypyiap

JKanmer cunarramacel. BeWiMaimiKk Typaibl TYCIHIK.
Aypynap JAaMybIHJIa TEHETHKaIbIK OCHIMIUIIK IeH
OpPTaHbIH ©3iHe TOH JKAarJalbIHBIH ©3apa OpeKeTi.
TykpIM Kyanayra OeHiMAUIIK peaan3ausacsl MEXaHU3Mi.
MynbTu(haKkTOpIbIK aypyaap I€HETHKAchl: TEPMHUHOIO-
TUACHI, HETI3r1 TYCIHIKTEpi MEH OJIapAblH KYPbUIBIMBIL.
Tykeim Kyanay Mogengepi. Ilexipenep anamusi.
MynbTH(haKTOPIBIK  aypylaap Ke3iHZeri TeHeTHKaIbIK
Kayirn-Karep. DMIUPHUKAIBIK Kayirn-katep kecreci. [Ilan-
JIBIFYIIBUIBIK Mapkepiiepi. KetepiHki kayin-karep (ak-
Topiapel. OWBIKXKapa aypysl, THIEPTOHUSUIBIK aypy,
OHKOJIOTHSIIBIK ~ aypyJap, CO3BUIMAJbl  aJIKOTOJIN3M,
KaHTTBI JHa0eT, JaMy[blH Tya OITKeH akaysapbl )KOHE
T.0 aypy/apJiblH 1aMybIHaFbl TYKbIM KyasayFa OeimMi-
JIKTiH MoHI. MynbTH(haKTOPIBIK aypylnapabl aIIbH aiy.
MynbTH(haKTOPIIBIK aypysiap JaMybIHbIH jKeke O0KaMbl
’KOHE OHBIH KJIMHHUKAJIBIK [IPAKTHKAIAFbl MAHBI3BI.

DTHOrEHOMUKA

JHK nomumopdusMmi KOHE OHBI XajbIKTBIH Tapu-
Xbl MEH IOBIFy TETiH 3eprreyfe KoimaHsurysl. JJHK
ayTOCOMJBIK MapKepiepi. AJaMHBIH MHTOXOH/PHSIIBIK
JIHK nmomumopdusmi. Y-xpomocomanap JJHK monumop-
¢busmi.

CHUHIPOMOJIOTHSI HACIeICTBEH-
HOM I1aTOJI0TUHU

TlonsTne CUHIAPOM, CEKBEHIIMs, MOCIECIOBATEIb-
HOCTb, aHomanaj. CxeMbl HapymeHuii mMopgo-
reHesa. [latonorust Mopdorenesa, Kak MpUYNHA
BPOXKJICHHBIX MOPOKOB pa3BuTHs. OCOOEHHOCTH
KIIMHIYECKOTO 0CMOTpa OOJBHBIX ¥ MX POJCTBEH-
HHUKOB, CIIOCOOCTBYIOMIMX IHMATHOCTHKE BPOXK-
JIEHHOH W HaclieacTBeHHOU maronorun. OcobeH-
HOCTH BHEIITHETO BHAA, CICIU(UIHOCTD CIEKTPa
MOpP(}OreHeTHYeCKUX BapUAHTOB Pa3BUTHUS [IPU
HACJICICTBEHHOW MAaTOJIOTHH. AHTPOTIOMETPHS B
JIMarHOCTHKE HACIIEICTBEHHBIX Oone3neld. Mop-
(horeHeTHUECKIE BApHAHTHI Pa3BUTHS (MUKPOAHO-
MaJIi¥, MUKPOIIPU3HAKH, MPU3HAKH JTUCIMOPHO-
reHesa), UX reHe3, MOCTHATATbHAS MOIU(DUKALIHSL.
OOmue u cnenuduueckue MOpHOreHeTHIECKUe
BapUaHTHl: 3HAYCHHWE B JHMArHOCTHKE HACIelI-
CTBEHHBIX CHHIPOMOB H BPOXKJICHHBIX COCTOSIHUH.
Cocrapnenne (EHOTHIIA, POJOCIOBHOM, OIEHKa
KIIMHAYECKOTO U JIab0paTOpHOTO 00CIIeI0BaHNS.
ITocTaHOBKa CHHIPOMAIIBHOTO IMArHO3a.

DKOJIOTHUSUIBIK T€HETHKA.
dapMaKoreHETHKA

DKOJIOTHSAJIBIK TEHETHKA Typalibl TYCIHIK. 3epTTey IoHi.
I'enziep KopiHiCiHIH CHIPTKBI OPTa (GAKTOPIAPbIHA TOYET-
niniri. @akropnapblH SKOr€HETHKAIIBIK dcepiepi Typa-
161 TYCIHIK. « THIHBIITBIKTAFB (OeiTaparr) reuaep.
ChIpTKa opTa (haKTOpIapbIHbIH 9CEPIHAE PEAKLIUSAFbl

MuKpoaHOMaIUY PA3BUTHS.
IousTus u Tepmunonorus. Knu-
HUYECKOE 3HAUCHUE

Mop¢oreHeTHueCKHe ~ BapUAHTBI  Pa3BUTHS
(MHKpOaHOMAINY, MHUKPOMPU3HAKH, MPH3HAKH
JUCOMOpHOTeHe3a), UX TeHe3, IOCTHaTajbHas
Moaudukamus. O0mue u crnenupuyeckue Mop-
(oreHeTHUECKHE BApUAHTHL: 3HAYCHHE B JHa-
THOCTHKE HACJIEICTBEHHBIX CHHAPOMOB M BPOXK-
JIEHHBIX cocTosHINA. COCTaBIIeHHEe POIOCIOBHOM,
OLIEHKa KJIMHHYECKOTO M Ja0OpaTopHOro odcie-
JIOBaHUSI.
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3a0o0seBaHus, CBI3aHHBIE CO

CrpykTypHBIE MyTauuu xpomocoMm. Kiaccudu-
Kaiuu. KiMHUYecKkue MNposSBICHUS Pa3IMYHbIX

ICHETHKAJIBIK  afbIPMAIIBUIBIKTAp.  DKOrCHETHKA/a
MCMIMHAIBIK TCHETHKA OMICTCpiH KOJIaHy (KIHHHU-
KaJIbIK-TeHEATOTHSIIBIK, eTi3/IK, TOMYJISIUITBIK-CTa-
TUCTUKANBIK). CBIPTKBI (hakTopsap ocepiHieri TYKbIM
Kyajayra OeliM MaToJOTHsUIbIK peakiusuiap. Dapma-
KOTeHEeTHKa Typassl TYCiHIK. 3eprrey moHi. Jlopimik
TEpaNusHbIH JpTYpIi Aepbec ackbiHydapbl. Jlapinepre
JKayanThlH (Ce31MTaNIbIIBIKTBIH JKOFapiaysl, TOJICpaHT-
TBUTBIK, KapamMa-KaiIIbLIbIK) TYKBIM KyasiayFa OeHiMIimiK
Bapuanysuiapel. TYKbIM KyallaFaH aypyniap Ke3iHzeri
(hapMaKOreHETHKAIBIK CPEKILEITIKTED.

AHTHMyTareHes

AytomyTtarenzai Oeicenainiri 6ap 3arrapiablH Kazipri
TaHJa-Fbl XKIKTENYyi. AHTUMYTareHaep/iH cunarrama-
Chbl. AJ1aM reHOM/IapbIHBIH (PapMaKOJIOTUSIIBIK KOPFaHY
Mocenenepi.

bana Typmaiiteia
JKYKTUTIKTIH T€HETHKAChI

bana TypMalTBhIH KYKTUIIKKe OCHIMIUTIKTEr T'€HETH-
KasiblK (haKTopmapablH MaHbBI3BL bama  TypMaiThIH
JKYKTLTIK JKOHE 1IITErl HOPECTEHI KOFalNTy CHHAPOMBIHA
oeiiimainikreri (onartel MeTa00IN3M, KaH YO, JIETOK-
CUKalMs XKyHenepi, Mailiap anmacybl TeHIEPiHiH peJli.
JlnarHocTHKa MEH aJlJIbIH ally dficTepi.

OHKOJ'IOFI/IS[,H&FI)I TCHETHUKaA

OObIpabIH Maiiga GOMybIHIAFbl TYKBIM Kyalay (akTop-
JIAPBIHBIH MaHBI3bI TYPAITBI KB TYCiHIK. CBIPTKBI OpTa
(axropnapsl. OObIpMeH (KaHLEPOTEHJEP) UTIKTECKeH
opranap. BUpYCTBIK >KoHE >KacyIIalBIK OHKOTEHIEp.
JKacymranblk IpOTOOHKOT€HAEPAiH (HU3HOIOTHSIIBIK PO-
mi. TIpOTOOHKOTEHIEp/IiH OHKOTECHJepre ajiMacy mexa-
HuU3Mi. IcikTep ecyiHiH TeHIepi-Cynpeccopiaphl.

1 TMnTI KAaHTTHL [11adeT
FEHETHKACHI

1 TUNTI KAHTTHI IMA0ET Ke31HIET1 TYKBIM KyaJiay THIITEpi.
1 TUNTI KaHTTHI JUA0CTTIH MOJICKYJIAIbIK-TeHETHKAIIBIK
Mapkepiepi. 1 TUNTI KaHTTBI JHA0ETTIH T€HETHKAJBIK
reTepOreH IiIir1.

5 | cTpyKTYpHBIMH MyTalUsIMHU CTPYKTYpPHBIX HM3MEHEHHUil xpomocom. Jlenenuu,
XpPOMOCOM TPAHCIIOKAIMK, WHBEPCUH, TyIJIMKALUU, HHCEp-
IIUH XPOMOCOM.
TTomumopdusm xpomocom. CIyTHHUHBIE XPOMO-
6 | ITomumopdusm xpomocom combl. [loBbIIeHHAsT IOMKOCTH XpPOMOCOM. 3Ha-
YEHHUE B PENPOTYKTUBHON MEIUITUHE.
IIpoBenenue nuroreHeTnyecko- | MeToanka NpoBeieHUs] IUTOTEHETUYECKOro aHa-
7 | TO UCCeN0BaHU XPOMOCOMHBIX | 1M3a. DTansl nposeneHus. [Ipurotosnenue Kyib-
Gonesneit TypaJIbHOM MOCY/bl. AHAJIN3 XPOMOCOM.
MoneKkyaspHO-IIUTOTCHETHYECKUE METO/bl  HC-
CoBpeMeHHBIE METOJIbI UCCIIEIO- .
cienoBanus. Metozbl (DIIFOOPECIICHTHON THOPH-
8 | BaHUSI XpPOMOCOMHBIX HapyIIe- L
- nu3anyu in-situ. BosmoxkHOCTH MeTona. Metoau-
Ka TIPOBEICHMUS.
MeToapl TMarHOCTUKN XPOMOCOMHBIX MYTAallUi.
JlmarnocTuka XpoMOCOMHBIX
9 o Kapuorunuposanue. Bozmoxnoctu merona. u-
HapyILICHUH y 110712 N
arHOCTUKA YUCIJIOBBIX U CTPYKTYPHBIX MyTalllH.
10 JlnarHocTrKa MUKPOJIENIeMOH- | J[marHocTHKa MHKPOJEICIIMOHHBIX CHHJIPOMOB.
HBIX CHHJIPOMOB IlocTanoBka aHanu3a.
WnTepniperanmst nuToreHe-
MHaTepnperanuss MUTOTEHETHIECKHE W MOJIEKY-
TUYECKHE ¥ MOJICKYIISIPHO-
TSIPHO-IIUTOTEHETHYECKUX AaHAJTN30B TIPH JHa-
11 | HIUTOreHETUYECKUX aHAJIU30B N
THOCTHKE HACICACTBEHHBIX Oose3Hel. Pemrenue
TP TUATHOCTHKE HACIIEICTBEH-
N CUTYaIlMOHHBIX 3a71ad.
HBIX OOJIe3HEH
CTpyKTypHBIC U3MEHEHHUS U IMOJIMMOP(GU3M Kak
XpOMOCOMHBIE HAPYILICHHS B PYKIYP PP
12 . npu4yrHa OSCIUIOAMS U NMPHUBBIYHOTO HEBBIHAIIN-
PENPOAYKTHUBHOM MEUIMHE
BaHus. Cerperanus XpoMOCOM.
TlepukoHnienmonHasl npoQUIaKTHKa Hepac-
XOKJIEHUSI XpOMOCOM B Meio3e. J[marHocTtuka
TIpodunakTika XpOMOCOMHBIX N
13 Sostesteil XPOMOCOMHBIX HapyIICHHU y CYIIPYKECKUX Tap.
Buramunonpoduinakruka. MeToabl MpeHaTab-
HOW IMAarHOCTHUKH.
Hroro: 360 yaca
I'eHHbIe M1 TEeHOMHBIE 00J1€3HU
Ompenenenve u nmoHATHS. OCOOCHHOCTH KIIMHU-
. YeCKMX MPOSBICHUN HACIIEACTBEHHON MaToJo-
CeMHOTHKA HACIIEICTBEHHOM N
1 run. CeMmeliHbIN Xapakrep 3a0oieBaHus. Xpo-

I1aToJIOrun

HUYECKOE, MPOrPeJNEHTHOE, PEeLUAUBHPYIOIEe
Teuenue. Crienuduueckye CHMITOMBI HAacIe -

AJIBIH aty MeAUIIHA-
CBIHBIH 9JIICTEpi peTiHeT]
TCHETHKAJIBIK [IACIIOPT

AJIBIH aly MeIUIMHACBIHBIH SiCTepl peTiHIeri rexHe-
THKAJIBIK MacropT. EH ki jKOHE KeH TapaliFaH MOHO-
TCHIIK aypylap MyTauusUIapbIHBIH. |eTepO3UroTaibik
TaChIMAJIIAyIIBUIBIFBIH  AHBIKTAY. MyIBTH()AKTOPIIBIK
[aToJIOTHsIapFa OeiiM reHaep. AKYIICPHSIIBIK aCKbIHY-
JIapFa, KYPEKKAH-TaMbIpiap MaToNOrHsUIapbIHA, OHKO-
JIOTHSUTBIK JKOHE Tarbl Oacka aypynapra OeiiMIimiKTi
AHbIKTayFra apHaJlFaH '€HCTHUKAJIBIK ITaCIIOPT.

Kubinbl: 36 carar
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MeanuuHAIbIK-TeHeTHKAJIBIK KOHCYIbTALUSA KYPIizy

MeauIMHABIK-TeHETHKABIK KOHCYJIBTAIMS JKYPTizy —
MaMaHIaHIBIPBUIFaH METUIITHAIBIK )KOpAeM TYpi. Memu-
[HAJIBIK-TEHETHKAJIBIK KOHCYJIBTAINS HKYPTizy: TYKbIM
KyaJlaFaH aTOJIOTHsIIAPBIH dPTYPIIi (popMaiapbIHIaFbI
JKYPTi3y/iH HEri3i, MPUHIUNTEP], MAKCaThl, MiHICTTEPI
MEH Ke3eHjepi. MeannHaIbIK-TeHeTHKAIBIK KOHCYITb-
TaIusl XKYPrizy KepceTimMaepi.

TyKbIM KyalaraH jKoHe
Tya OITKEH MaroJo-
rusiiapel 6ap otba-
CBIHA MCHI[HAIIBIK-
TCHETHUKAJIBIK
KOHCYJIBTALHS JKYPIizy

HapyLIeHnH 11012

BaHue. @ukcanus. Okpacka. MUKpPOCKOMPOBa-
HHE TIperapara.

OCo0EHHOCTH IIUTOIEHETHYECKO-

OCO0EHHOCTH IIUTOTEHETHYECKOIO aHajau3a Kile-
TOK Pa3IHYHOI0 MPOUCXOXKICHHS (BOPCHH XOPHO-

MeaunyHaIbIK-TeHeTHUKANIBIK KOHCYABTALUs JKYPri3ydiH
STUKAJIBIK MJceJeepi: opTypili JUCKPUMHHALUSA TYp-
niepi, KYKBIKTBIK J1ay, aK[apaTThl allly Mocenenepi, reHe-
TUKAJIBIK JETCPMUHU3M, ICHCAYIIBIKKA KATBICTBI MOJICHH
KaJIbINTaFbl aWbIPMAIIBbUIBIK, [ €HETHKAJIBIK KOHCYIb-
TalMs JKYPTi3yliH OSTHKaIbIK NPUHIKAOTEPi. Menunu-
HAJIBIK-TEHETHKABIK KOHCYJIBTAIMA OKYPTi3yIiH TICH-
XONOTHSUTBIK ~ JKOHE  TICHXOQNIEYMETTIK ~ OarbITTaphl.
I'eHeTHKAIIBIK TECTUICYIIH KAaJIIbI KaFalbl.

MeauuuHalbIK-
TeHEeTUKAJIBIK KOHCYIIbTa-
VST KYPTi3YIiH STHKAIIBIK
Macernenepi

JKYKTLTIKTIH opTypii Mep3imiHae KYKTi oienaepre
MEIULUHAIBIK-TEHETUKAIBIK ~ KOHCYNBTALM  KYPIi3y.
IeneTukanblK Kayin-karep TONTapblH Kypy. lmreri
HopecTe AaMyBIHBbIH Tya OIiTKeH axayilapbl Oap »KYKTI

JKyxkri oltennepre .
olfenniepre MeIUIMHAIBIK-TEHETUKAIBIK KOHCYJIBTAIMS

MEIUIINHAJIBIK- . . . . .
JKYPTizy epekuienikrepi. [eHeTHKalbIK Kayin-KaTepiH
TeHETHKAJIBIK KOHCYJIbTa- . N .
. KeJleMiHe OalIaHBICTBl Kayil-Karep TONTAPBIH/AAFbI
LIUST KYPrizy

JKYKTI oMeIiep/ii JKYPrisy *oHe IpPEeHATabIK JIHarHo-
cruka anroputmi. JKyKTi olienmepre MeIUIIHHAIBIK-
TCHETHKAJIBIK KOHCYJIBTAIINS KYPTi3y Ke3iH/Ier TeHeTHK-
JIopirep STUKACHI MEH JICOHTOITUSACBIHBIH MAceenepi.

XpoMocoMaIbIK MaToiorusiapbl 0ap oTdacklHA MeEu-
[IMHAITBIK-TeHETUKABIK KOHCYJBTAIUS JKYPTi3y MpUH-
unTepi. XpoMOCOMANBIK OY3bUIBICTAPABI  TAChIMA-
TOJIOTHsIIAp Ke3iHe Jay-1IbUIapFa KOHCYJIBTAIMS JKYPri3y epeKIIeniKTepi.
MeTUIIUHATBIK- XpoMocoMalbIK TMAaTONOTHsUIapel  6ap oTOachuIapbIHA
TeHETUKAJIBIK KOHCYJIbTa- | JKOHE YWIECTIPUIreH XPOMOCOMABIK OY3BUTBICTAPIBI
LIUST JKYPTizy TachIMaJIIayIIblFa KOHCYJIBTALUS KYPri3y Ke3iHJeri
TCHETHK-I[OPIrep ATHUKACHI MCH JCOHTONTHSCHIHBIH
Mocelenepi.

XpOMOCOMaJ’ILIK na-

TyKpIM KyanaraH MOHOTCHJIK IaTOJOTHsUIaphl Oap OT-
OacplHa  MEIULIMHAJBIK-TEHETUKAIBIK ~ KOHCYJIBTAIHS
XKyprizy npuHnunrepi. Koncymsranus sxyprizy epexiie-
JIKTEPI )KOHE TYKBIM KyaJlaFaH MOHOT'€H/Ii aTOJI0T Hsi-

TyxpIM KyanaraH MOHO-
TeHJIIK MMaToJIOTHsIapaa
MCAUIUHAJIBIK- TCHCTH-
KaJIbIK KOHCYJIbTalus

15 | ro aHanM3a KJIETOK Pa3IMIHOTO .
Ha, TUTAUEeHTHI, AaMHUOTHIECKOHM KUAKOCTH, JTUM-
TIPOUCXOXKICHHS -
(hOLMTOB MYOBHHHOM KPOBH ILIOMA).
16 Juarnocruyeckue npobnemsl | lmarnoctudeckue MpoOIeMbl KapHOTHITMPOBA-
KapUOTHIIMPOBAHUS IIOJA HUS IUIOZA.
3HaueHNe yIbTPa3BYKOBOH JUArHOCTHKH MIPU JIU-
ArHOCTHKE BPOXKJCHHOW MaTOJIOTHH. YIIBTpa3By-
17 VrpTpa3BykoBasi AMATHOCTHKA | KOBBIE MapKepbl XpOMOCOMHOU maronoruu. Jna-
BPOKJICHHBIX TIOPOKOB Pa3BUTHS | THOCTHKA BPOXKIACHHBIX MOPOKOB Ha Pa3iMUHBIX
cpokax OepeMeHHOCTH. CKPUHHHTOBBIE CPOKH
V3. JIlnarnoctuyeckast 3HaunMOCcTh Y 3.
Juarnoctuka GpeHUIKETOHYPUH
Juarnocrtrka eHUIKETOypHH B IporpaMMe Heo-
18 | B mporpamme HEOHATATIHHOTO
HATaJIbHOTO CKpHHUHTA. [locTaHOBKA aHaIM3a.
CKpPUHUHTA
JlnarHocTrKa BPOXKJIEHHOTO JluarnocTtuka BpOXKAEHHOTO TUIIOTUPEO03a B IIPO-
19 | runoTupeosa B mporpaMme rpaMMe HEOHaTaJlbHOTo ckpuHuHra. IToctanoBka
HEOHATaJbHOTO CKPHHHUHTA aHajm3a.
IlocranoBka ananmza. OCHOBBI MeTOIa, IPOOO-
20 | Macc-cniekTpomeTpust MOJITOTOBKA, YCIIOBUS MPOBEICHUS aHAIM3a, BO3-
MO>XHOCTH, OTPaHHYEHHUSL.
Hroro: 360 uaca
XpomocomubIe 00J1€3HU
N OCOOEHHOCTH KJIMHUYECKOIO IPOSBICHUS XPO-
OO61u11e CBOWCTBA XPOMOCOMHBIX N
1 o MOCOMHBIX MyTanuid. OCOOCHHOCTH TEYEHWUs,
Gosesneit
MPOTHO3 U MPOQIIIAKTHKA.
Knaccudukanus XpoOMOCOMHBIX MyTalWi: YHC-
Kiaccnuxaryst XpoMOCOMHBIX
2 My T JIOBBIX M CTPYKTYPHBIX. MeXIyHapoIHasi HOMEH-
Y KJIaTypa XpOCOMOM B HOPME H MaTOJIOTHH.
XpOMOCOMHBIE CHHIPOMBI, Yucnossie MyTanuu XxpoMocom. Tpucomun 1o 13,
3 | 00yCIOBICHHBIE YUCIOBBIMU 18, 21 xpomocomam. Kitnnnueckue nposiBaeHus,
MyTalUsIMU JIMarHOCTHUKA, MPOPHUIAKTHKA.
YucaoBele MyTallMU TIOJOBBIX XpOMOCOM. TpH-
XpOMOCOMHBIE CHHIPOMEI,
COMHMHU ¥ MOHOCOMUH TIO TTOJIOBBIM XPOMOCOMAaM.
4 | oOycnoBII€HHBIE MYy TAIIHSIMH MO~

JIOBBIX XpOMOCOM

Knuandeckue mposiBieHus, TUarHOCTHKA, MPO-
(unakTuka.
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[TonmynsAMOHHO-CTAaTUCTUYECKUN

3Ha‘{CHI/IC MOMYJIANUOHHO-CTaTUCTUICCKUX MCTO-
noB. PaBHoBecue Xapau-BaitnOepra. Onpenerne-
HHE YaCTOThI TCHOB U T€HOTUIIOB B TOMYJISIIUH,

KYprizy

JlapAbIH TI/IHTepiH MQHiMZ[ey, MCHECTPAHTBUIBIK, KIWMHU-
KaJbIK TOTMMOP(U3M, TEHETHKAIBIK TeTEPOTCHILTIK,
TUICHTPOTIHS J)KOHE AaHTHIIUITIAIHS 9CEPi TYPaIbl YFBIMIAP.
MOHOTEeHIK aypynapibl TETePO3UIOTANBIK TaChIMAJ-
Jlaynibliapra KOHCYJBTAlUsl JKYPri3y epeKLIemiKTepi.
KaiitananraH TeHCTHKAIBIK Kayill-KaTepii Ccermrey.
Cubc xoHEe ypnak OOKaMIapblH aHBIKTAy. | CHETHK-
JIopirep STHUKAChl MEH JICOHTOJIOTHSICHIHBIH MCeIelepi.

TyKbIM KyallaFaH jKoHe
Tya OiTKeH MaToJIorusIap-
JIbl eMIeY IPUHIMOTEP]

TyKbIM KyallaFaH MaToOJIOTHSUIApbl eMJCYHIH Herisri
MPUHLIUNTEPl. DTHOIOTUSUIBIK eM. [eHIIK MHXKEeHEepIiK
omictep. TyKbIM KyalaraH HaTOJIOTHMSIIAPIbIH IIaToOre-
HEe3MIK emi. 3ar anMmacyablH TYKbIM KyajlaraH ay-
pyIapblH €MIOMMEH eMmzey HpuHiunTepi. TyKbIM
KyaJlaFaH [aTOJOTHUIAPAbIH CHMIITOMATHKAIBIK €Mi.
MyMKIHIIITIKTEpl MEH LIEKTeyIepi.

TyKpIM KyasiaraH KoHe
Tya OiTKEH MaToJ0THs-
napsl 0ap HayKacTapsl
OHAJITY JKOHE JIMCIIaH-
cepiey

TykpIM KyanaraH jkoHE Tya OITKEH NaTOJOTHsUIaphl
0ap HaykacTapZbl OHAJITY JXQHE AWCIIaHCEpiey Mace-
nenepi. Haykacrapra, onap/plH oTdachlIapbiHa, TyFaH-
TYBICTapblHa ~ MEAMIMHAJBIK-TCHETUKANIBIK ~ JKOpJEM
KepceTy. XpOMOCOMAJIBIK HaTOJOTHsIIapel 0ap HaykKac-
TapAbl OHAITY Oarmapiamackl. TYKbIM KyasaFaH I1aTojo-
rusnapel  0ap oTOacblHAa ICHUXOJOTHSUIBIK  KOpIAEM
kepcery. TyKbIM KyajaraH IaTojorusuiapel 6ap Oaia-
JIapIbl OHAITY/BI YHBIMIACTHIPY.

TyKpIM Kyasiaraf xoHe
Tya OITKEH MaToJorHsiap-
JIBIH T€HETUKAJIBIK
CKPHHUHT1

IeHeTHKANBIK CKPUHHUHT HICOJOTHSICHL. JKyprisymin
Heri3ri carpitapbl. JKYKTi oifennep MeH jkaHa TYbUIFaH
HOpEeCTeNepAl TEKCepYIiH CKPHHUHT OariapiaMachl.
I'eHeTHKANBIK CKPUHITI YHBIMIACTBIPY. [ EHETHKAIBIK
CKPUHMHITI XXYpri3yre apHajfaH XaJbIKapaJIblK CTaH-
nmaprrap. [eHeTHKalnblK CKpHUHUHT ojictepi. JKyprizy
Mep3imi. CKpUHHUHT THIMALTITH Oaranay.

6 .
METOJ B MEIULIMHCKON FE€HETUKE | OIIPE/IENICHUE TETePO3UTOTHOCTH. M3yueHue Biau-
sHUs 0TOOpa Ha 4acTOTY I'€HOTUIIOB, OIpeJelie-
HHE (aKTOPOB PHCKA B TTOITYJISIIHH.
brnoxumpdeckne MeTOABI, BHABI, 00NacTb IIPH-
MEHEHUS M 3HaueHue. buoxummueckuit ckpu-
HUHT OEpeMEeHHBIX U HOBOPOXKICHHBIX. Macco-
BbIC U CCIICKTUBHBIC METOAbI O6CHG}10B3.HI/I$[ npu
buoxumuueckue METOJbI B ME- JAUArHOCTUKE HACJICACTBCHHBIX W BPOXKICHHBIX
7 | AMIMHCKOM I'eHeTHKe U UX 3Ha- |3aboneBanuil. OmperneneHue (GEepMEHTOB M HX
YeHHE B MEIULMHCKON FE€HETUKE | IPOU3BOAHBIX INPHU JUATHOCTUKE HACIEICTBEH-
HBIX OOJIe3HEH, aHaJM3 CIIEKTpa aMHHOKHCIIOT,
JKUPHBIX KHCJIOT. MeTox Macc-CIeKTPOMETPHH.
PamonMMyHOXUMHYIECKHE ¥ UMMYHO(pEpMEHT-
HBIE METOJIbI.
[IpuHIMIIBI ¥ METO/ABI JIMArHOCTUKU MOHOTEH-
HOM W TONWIeHHOW MaTojoruH. MonekymspHo-
MonekyssipHO-reHeTH4ecKas
. reHEeTHUYeCKasl AUarHoCTHKa Hanbomee JacThIX U
8 JAWAarHoCTUKAa MOHOI'CHHOMU U I10- o
. pacnpocTpaHEeHHbIX MOHOTEHHBIX OoJe3Hel: (e-
JIMI'€HHOMU I1aTOJIOTHH
HWJIKETOHYPHUHU, MYKOBUCIIH/03a, MHOJUCTPODHUHU
Mromenna-bekkepa u ap. [loctanoBka anann3a.
CymHocTh MeTona. Buapl nmonumepasHoi 1ern-
9 | IlonmumepasHas niernHas peakiys | Hoi peakiun. OcHOBHBIE dTarnbl. Bo3moxxHOCTH
UCTIOJIb30BAHUS B KIIMHUYECKOHN I'eHETHKE.
10 [Monumopdu3sm junH pectpukT- | CymHocth MeTona. OCHOBHBIC dTarnbl. Bo3Moxk-
HBIX ()parMeHTOB HOCTH MCIIOJIb30BaHMs B KIIMHUYECKON TeHEeTHKE.
T'enomuas paxrtunockonusa. Cyts meropa. Bos-
11 | T'eHOMHast JAKTUIOCKONUS MokHOCTH. O6nacth mpumeHeHus. ITocTaHoBka
aHaJM3a.
MuTepnperanus nuTOreHeTHYEC
MHTepnperanys MUTOTCHETUYECKUE U MOJICKY-
KHE ¥ MOJICKYJISIPHO-IIUTOTeHEe-
JISIPHO-IIUTOTCHETUUECKNUX AaHAJIM30B MPU JHa-
12 | THUECKUX aHATN30B TIpH .
THOCTHKE HACJIEJICTBEHHBIX Oone3Heil. Pemenue
JIMarHOCTHKE HACIIEICTBEHHBIX
. CUTYaLIMOHHBIX 3aJ1a4.
Oonesnei
13 Mertozbl TeHETHYECKOTO MpeHa- | MeToibl TeHEeTUYEeCKOro IPEHATaNIbHOIO CKpH-
TaJbHOTO CKPUHUHTA HuHra. [TocraHoBKa aHaNN30B.
IuTorenernyeckuii MeTo B Oransl npoBeeHus. 3a00pa MaTepuaa 4 ero 00-
14 | nHBa3UBHOM NpeHATAILHON 11a-| paboTKa MpHU pa3HbIX BUIAX WHBA3MBHOW IpeHa-

THOCTHUKE XpOMOCOMHBIX

TaJbHOW JUArHOCTHUKH. Hocam(a. KyJII)TI/IBI/IPO-

JaMynbiy Tya GiTkeH
aKayJlapbIHbIH JKOHE
TYKBIM KyaJlaFaH
aypymnapAbIH MpeHaTal-
JIBIK THarHOCTHKACKI

ITpenaTanublK JUATHOCTUKAHBIH WHBA3USUIBIK OSKOHE
WMHBA3MUIBIK €MEC oJIicTepi, KopceTiMIepi MEH JKYprizy
JKarjainapsl. 1 sxoHe 2 TpUMECTpIlepAiH OUOXUMHUSA-
JBIK CKPUHUHTI. XpOMOCOMAIBIK JKOHE Tya OITKeH
MaTONIOTHSIIAPIBIH  YIBTPaAbIObIC CKPUHMHTI. [eHeTH-
KaJbIK Kayil-Karep TomTapblH Kypy. KomOmHammsiaH-
FaH, MHTETPAJIABIK, KOHTHHTEHTTIK TeHETHKAJIBIK CKPHU-
HUHTTEP. APTHIKIIBUIBIFBL, HIIEKTEIYi.

Kubinbl: 36 carar
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3.2 CemuHapiap MeH NPAKTHKAJIBIK ca0aKTap/IblH TAKBIPBHINTHIK

JKOTIAPBIHBIH YJITici

10

TlonsiTue o creneHsx poacTBa

MNu6pununr. UnOpenHbie, ayTOpeaHble, accopTa-
TUBHble Opaku. IIoHATHE O CTENEHSIX KPOBHOIO
poxcrea. Kosdduuuent unbpuaunra mnpu pas-
JIMYHBIX CTEHEHAX KPOBHOIO POACTBA.

Hroro: 360 yaca

MeTOIII)I HCCJIeI0BaAHUA B Me}II/IIII/lHCKOﬁ IF€HETUKE

Kinnnko-reneanorundeckui
METOJI

Dransl MNPOBEACHHUA KIMHUKO-TCHEAJIOI'MYCCKOIro
MeTo/ia. 3HAYCHHUE METOJIa B KIIMHUYECKOI Tpak-
tuke. Tunel HacnenoBaHus. OcoOEHHOCTH HacJe-
JIOBaHUS ayTOCOMHO-PEIIECCUBHBIX, dyTOCOMHO-
JIOMHHAHTHBIX, X-CICTUICHHBIX (PEleCCHBHBIX
U JOMUHAHTHBIX) 3aboneBanuii. OCOOEHHOCTH
V-CIeIUICHHOTO, UTOIUIA3MAaTHYECKOTO Hacye-
JOBaHUS. MUTOXOHAPHAIGHOE HACIEIOBaHUE.
T'enomusnif nmnpunaTHHT. [eHEeamornvyeckuii ana-
JIU3 TIPH MYJIBTH()AKTOPHATIBHBIX 0OJIE3HSIX.

bnu3HenoBbIi MeTO

Cytp metoma. Ilpunmun meroma. Omnpenenenue
THIIA 3UT'OTHOCTH. MCTOL[ IMOJIMCUMIITOMHOI'O CXO/I-
ctBa. CTereHb KOJMYECTBEHHON OLICHKH BIIMSIHUS
HACJICCTBEHHOCTH U CPebl. 3HaYeHUEe METOJIA.

HI/ITOFeHeTI/I‘-ICCKI/Ie MCTOABI HUC-
CJICTOBAHUA

MexyHapoaHas KilacCU(UKalUs U HOMEHKIIa-
Typa XpOMOCOM B HOpPME W TIPH HapyIICHUSIX
xpomocoM. Ompezenenre u ¢yt MeroaoB. O0-
JacTh TNPUMEHEHHs. BapuaHThl IUTOreHEeTHYe-
CKOTO HCCiemoBaHUs. J{MarHOCTHKAa XPOMOCOM-
HbIX MyTauil. [IpoBenenne kapnoTUMUpPOBAHUSI.
denoTnnuyueckoe TPOABJICHUC XPOMOCOMHBIX
3a0oneBanuil. KapuoTunupoBaHue IUIOZOBOTO
Marepuaia.

MonekynspHo-
LUTOr€HETUUECKUI METO.

MOJ'IeKyJ'IS[pHO-LII/ITOFCHeTI/I‘IeCKI/Ie METOABI. Me-
TOJOJIOT . BO3MO)KHOCTI/I, OrpaHU4YCHUsA, IPEU-
MyHieCTBa, HEAOCTATKHU. Hcnonb3oBanue B IUTO-
TeHEeTUYECKOU IIPAKTUKE.

Ne TakbIpbIObI Ma3myHBbI
Herisri komnoneHT
MousekynaJbIK 0H0JIOTHS KOHE MEIHIINHAJIBIK TeHeTHKA Heri3i
JKacymanby KypbuibiMbl. JKacylia opraHesuianapsl.
| Kacyma. XKacymanbig MaHpI3bl. SIApONBIK jKOHE HUTOIUIA3MAIIBIK KHUBIHTHIK.
KYPBUIBIMBI Kacymra kaObIprachl MEH MHTOXOHIPHS KYPBUIBIMEL.
JKacyia KpI3METIHIH peTTemyi.
DMOPHOHIBIK JaMy. OPTYPIIl aF3anap MeH XKyHenepai
DMbOpuorenes. Jlamybiy PHOHIBIK 1aMY. SPTYP P YHenepun
2 . namy kesenaepl. JlamynaslH COHFBI Ke3eHaepi. lmrreri
COHFBI Ke3eHaepi . .
HOpECTeHi 3aKbIMIaNTBIH (haKTopiap.
Kacymanelk muxi. JKacymamapasly Oeminyi. Mu-
TyYKBIMKyanaybUIbIKTbIH
3 . T03. MUTO3IbIH caTbuIapbl. JKBIHBIC JKacyllanapbIHbIH
LUTOJIOTHSUIBIK HET131 . N .
Geuninyi. Melto3. Meiio31bIH caTbliapbl. MaHbI3bL.
JHK, PHK kypsuibivaapsel. PHK Typrepi. JTHK pe-
mkarusicel. JJHK pexomOunanusicel. [eHHIH XKiHIIIKe
TYKBIMKyaayIbUTBIKTBIH
4 .. KypbUIbIMBL. Monekymnansik mexanuszm. JIHK Ttpanc-
MOJIEKYJIQIIBIK HeT131
kpunmusicel.  PHK  Tpancmsmusicsl.  Tenmep  xone
onapabiH Oipiryi. [eHaep jxoHe HOpybI3ap.
5 TyKBIMKyaJayIbLUIbIK, TyKbIMKyasayIIbUIBIK, KOHE ©3TEePrillTiK YFbIMAAPHIL.
HKOHE ©3reprillTiK MyTanusibIK yaepic. AHTUMYyTareHes.
TyKbIM KyallaraH aypy- «[TomyNsIUSUTBIK TeHETHKA» YFBIMBL. [lOMyISIHSITBIK
G | “TAPABIH MOMyJIIHAIBIK reHetuka amictepi. [lomymsumsimarel renaep. Xapau-
TeHEeTUKAChl MEH dIHIe- BaitaOepr 3anpl. TYKbIM KyanaraH aypyJapIblH dIHIe-
MHOJIOTHSICHI MHOJIOTHACH. KaH TonTapbIHBIH MOTUMOPQU3MI.
[Monymsiuusaarsl MyTalusIbIK yaepic. Ipikrey. Iomy-
7 AzaM NONyNSNMACHIHBIH | JSIUMSAFBl MYTAlMSUIBIK YAEpIcC, jKekeeney, apeid
TEHETUKAJIBIK KYPbUIBIMBL | FeHAep Hapamerpiepi. MHOpUIUHT YFBIMBI, KaHIac
TYBIC HEKeJIep Ke3iHaeri MHOPUIUHT Ko3(dULHEeHTI.
AnaM KaH TonTaphIHBIH nommmopduimi. ABO xyiieci
3 AJaM KaH TOITapbIHbIH OOMBIHIIA KAaHHBIH TYKBIM KyajaraH TomnTapbl. Pe3syc-
noauMophusmi (bakTopbIH TYKbIM Kyanayiibuisirbl. MN xyiieci 00ii-
BIHINIA KaH HOPYbI3Aaphl.
[Monmynsauusaarel TeHAEp TeNe-TeHIIK 3aHBIHBIH aHbIK-
. TaMachl, MOHI MEH MaHbI3bl. AJlaM TOMYIALUSCHIHAAFbI
9 | Xapau-BaiinOepr 3anbl

Xapnu-BaiinOepr Teopusuiblk OemyiHzeri kepiHictep
MeH aybITKynap. CUTyalusUIbIK €CeNTep/i HIely.

18

MonekynspHO-TreHeTHYeCK1e
METOMBI UCCIIEA0BAHUS

MeTtoapl MONEKyISIpHON T€HETUKH, BUABI, 3HAYEC-
Hue, o0nacte npuMeHenus. Beinenenue JJTHK u3
Pa3IMYHBIX OMOJIOTMYECKUX KuaKocteil. IIpose-
nenue ananuza [11P: ammudukanus. Axanu3
TIAP®. IIposenenue ssexkrpodopesa, aHAIU3
3IEeKTpodoperpamMM, HHTEPIpETalusl pe3yibTa-
TOB.
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3.2 IlIpuMepHbIii TeMATHYECKHUIA MIJIAH CEMHUHAPOB M MPAKTHYECKUX 3aHATHI

10

Wnbpununr. MHOpenTik, ayTOpeATik, Kypama HeKe-
nep. Kannmac tysic nopexeci Typaisl TyciHik. Kanmac
TYBICTBIH QPTYPi Jopekecinaeri nHOpuauHr ko3ddu-
LIMEHTI.

TyBICTBIK 1opexeci Typa-
JIbI TYCIHIK

Kubinbi: 360 carar

MeanuuHaIbIK reHeTHKAIAFbl 3epTTey dicTepi

KiMHHUKaJIbIK-TeHeaJOTUSUIBIK  QMICTI JKYPri3y caTbl-
Japbl. OMICTIH KIMHUKANBIK MPAKTHKAJAFbl MaHBI3bIL.
TykpIM Kyasay TUNTEpi. AyTOCOMIBIK-PELIECCUBTIK,
AyTOCOMJIBIK-TOMUHAHTTBIK TYKbIM Kyajay epeKile-
JikTepi. X-TipKeCKeH (PeleCCUBTIKKOHE JOMUHAHTTHIK)
aypynap. Y-TipKeCKeH, [TUTOIIIa3MAabIK TYKBIM Kyasay
epexmIenikTepi. MUTOXOHAPHAIBIK TYKBIM Kyanay.
I'eHOMABI WMIPUHTHHT. MynbsTH(AKTOPIBIK aypymnap
Ke31HJerl TeHeaJIorusIbIK aHAIN3.

KinHukaipIk-
IreHEeaIOTUsIIBIK JIiC

OiCTiH MOHI. OJICTIH NPHHIUMI. 3UroTa TUITEPiH
aHbIKTay. JKapThIcHMITOMIBI YKCACTBIK ofici. TyKbIM-
KyaJaylbUIBIK JKOHE OpTa JCEpiH CaHJIBIK Oaranay
JIeHreii. ©IICTiH MaHbI3bI.

Erizaik omici

KanbinTsl xoHe OY3bUIbICTAp Ke3iHIEri XpoMocoMa-
JApIBIH XaJBIKAPAIBIK JKIKTENyi KOHE HOMEHKIIATY-
pacel. OjicTep aHBIKTAMachl koHe MoHI. Kommany
aiimarpl. LluTOreHeTHKANBIK 3€pTTey BapUAHTTAPBI.
XpoMocoMamnbIK MyTanusIap Iuaraoctukacel. Kapmo-
TUNTEY/I KYPrizy. XpOMOCOMAIIBIK aypysiapibiH (HeHOo-
TUNTIK KOpPiHici. ¥PbIK MaTEPUAIbIH KAPUOTHUIITEY.

3epTreyaiH HUTOTCHEeTHKA-
JIBIK 9icTepi

MornekynamnbIK-IIMTOreHETHKANIBIK dficTep. MeTomomno-
rus. MYMKIHIIUTIKTEp, IIEKTEY, apThIKUIBUIBIFL, KEM-
mrinikrep. L{uToreHeTUKaIbIK IPaKTUKaLa KOJIaHy.

MornexynanbIk-
LIUTOTEHETUKAIIBIK JJIiC

MornekynaiablK TeHeTHKa ofici, Typiepi, MaHBI3bI,
KOJIIaHy aiiMarbl. OPTYPITi OMOIOTHSIIBIK CYHBIKTBIKTAH
JIHK 6emnin any. [ITP ananu3in eTKi3y: aMITH(QHUKALIUS.
PY¥II ananusi. Dnekrpodopesai oTkizy, 3mekrpodo-
perpaMMa aHaiu3i, HOTHKENIEPiH TYCIHAIPY.

3epTreyaiH MOJICKyIalbIK-
TCHETHKAJIBIK 91icTepi

Ne Tema Conepixanune
O0s13aTeIbHBIH KOMIIOHEHT
MouiekyasipHasi 6M0JIOTUS M OCHOBBI MEIMIIUHCKOI reHeTHKHU
Crpoenne kietku. OpraHeiibl KIETKHU. 3Hade-
HUe. SloepHBIi M LUTOIIA3MaTUYeCKUN KOM-
1 | Kirerka. CtpoeHue KiIeTKku Aep ! N
riekc. CTpoeHne KJIETOUYHOW CTEHKH, MMTOXOH-
npuid. Perymsiiust K1eTouHo! AesITeNbHOCTH
OMOpHoHanbHOE pa3BuTHE. [lepuoabl pa3BUTHS
5 OmbOpuorenes. Kputuueckue pa3MuYHBIX OpraHoB W cucrteM. Kpuruueckue
MIEPUOABI Pa3BUTHS nepuossl  pasBuTHs. DakTopbl, MOBPEKAAIOIINE
TUIO.
Kierounsrit muki. [{enenune kinerok. Muto3. Cra-
[{uTonornueckue OCHOBBI Ha- o
3 uu MUATO3a. JleieHne MOJIOBBIX KJIETOK. Meio3.
CJICZICTBEHHOCTH N
Cranuu mMelio3a. 3HayeHue.
Crpoenne JIHK, PHK. Bugst PHK. Perukarus
HK, PexomOunanus JIHK. Tonkas crpykrypa
MornekyssipHbIE OCHOBBI HacleI- AHK, HH A PYKTYD
4 reHa. MonekynsipHbli MexaHu3M. TpaHCKpUIIUs
CTBEHHOCTH
JHK. Tpancnsamus PHK. I'enst u ux opranmsa-
1ust. [eHsl u Oenku.
5 HacnencrenHoCcTh 1 M3MeH4U- | [ToHSTHE HACHENCTBEHHOCTH W W3MEHYMBOCTH.
BOCTb MyTannoHHbI npouecc. AHTUMYyTareHes.
TlonATHE «IMOMYNAMOHHAS T€HETHKa». MeToabl
[lonmynsiunonHas reHeTHKa U MOIYJIALIMOHHON TeHeTUKH. [ eHbl B OMYJIAUSX.
6 | 3THIEMHOJIOTHS HACNICICTBeH- | 3akoH Xapau-BaiiHOepra. DnuaemMuonorus Ha-
HBIX OOJIe3HEeH cleACTBeHHBIX Oosie3He. [Tomumopdusm rpymmn
KPOBH.
MyTauyoHHbIi npouece B nomymsnuax. OToop.
MI/IIpaI_[l/IOHH])Ie MPpOLECChI B MOMYIAUAX, TTapa-
Tenernueckas cTpykTypa 1o- N
7 . METpbI U30JIuY, 1peiid renos. [Tonstue uHOpU-
MyJSIUH YeIoBeKa
JMHra, K03(GUIUEHT UHOPUANHraA IIPU KPOBHO-
POACTBEHHBIX OpaKax.
ITonmumopdusm rpymnmn kposu yenosexa. Hacneno-
Honmumopdusm rpyni KpoBu pd pym Xp
8 Banue rpymnn kpoBu cucteMbl ABO. Hacrnenosa-
YyernoBeKa
Hue pesyc-(akropa. benku kpoBu cuctembr MN.
OnpezesnieHue, CYIIHOCTh M 3HAYCHUE 3aKOHA
PaBHOBECH I'CHOB B IOMYJIAIINHN. HpOHBHCHHC n
9 | 3akon Xapau-BaitnGepra OTKJIOHEHHES OT TEOPETHUECKOTO PACIPe/ICIICHUS

Xapau-Baitn6epra B momynsanuu uyesoseka. Pe-
HIEHUE CUTYALOHHBIX 3a/1au.

[TonmynsAuusIIbIK-CTATUCTUKANIBIK ~ QMICTEPAIH  MOHI.
Xapau-BaitnOepr Tene-renairi. [lonmynsuusiiarel reH-
JIep MEH TEHOTUITEp SKUUINH aHBIKTAy, IeTepo3u-
TOTANBIKTBl aHBIKTAY. IpiKTEy[iH T€HOTHI >KULIIriHe
9CepiH 3epTTey, NOMYIALUsIIaFrbl Kayin-Karep (akrop-
JIApBIH AHBIKTAY.

MeauuuHaIbIK
TCHETHUKAIarbl
MOMYJISLUSIIBIK-
CTaTUCTUKAIBIK dJIIC
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MCHI/IHI/IHB.J'H)II( T'CHCTH-
KaJlarbl OMOXUMUSIITBIK

BuoxuMUsIIBIK oficTep, TYpiepi, KOIAaHy aiiMarbl JKoHe
MaHbI3bL. JKYKTi offenep MeH kaHa TyFaH HOpeCTeepIiH
OUOXUMUSIIBIK CKPUHUHTI. TYKbIM KyaJlaFaH >KOHE Tya
OiTKEH aypylap IUMAarHOCTUKACBI KE31HIEr1 TeKCepymiH
Karmail JKoHe CENeKTHBTI omicTepi. TYKbIM KyaiaraH

CKOTO MONMMO(H3Ma, T€HETHYECKOW TI'eTepOoreH-
HOCTH, IuledoTponuu, d(p¢dexTa aHTULIUNALNH.
OCOOEHHOCTH ~ KOHCYJIbTUPOBAHMS TE€TEPO3UIOT-
HBIX HOCHTEJIE MOHOTEHHBIX OoJie3Hei. Pacuer
TTOBTOPHOTO TE€HETHYeCKoro pucka. OmnpereneHue
MIPOTHO3a JUIst CHOCOB M IIOTOMCTBA. BOTpOCHI 3TH-
KU U JC€OHTOJOTHH Bpada-TeHETHKH.

[Ipunuune! neyeHus Hacnen-
CTBEHHOMU M BPOKIEHHOU
NaToJI0ruu

OcCHOBHBIC TPUHIWIGI JEYEHUS] HACIEACTBEHHOM
MMaToOJOTHH. DTHOJOTHYECKOEe JieueHue. MeToanl
reHHOW uHkeHepuu. [laToreHermueckoe jedeHue
HacJeICTBeHHON narosoruu. [IpuHnunel aquerore-
paruu npu HacleICTBEHHBIX 00Je3HsIX 0OMEeHa Be-
mecTB. CHMIITOMATHYCCKOE JICUCHUE HACIICICTBEH-
HOM 1aTooruu. Bo3aMOXHOCTH ¥ OrpaHUYEHHUS.

Peabunuranus u qucrnance-
pu3aiys OOJILHBIX C HACIIC-
CTBEHHOU U BPOXKJICHHON
MaToJIOTUEH

Bonpockl  aucniaHcepu3alid W peaOHIUTAIUH
OOJIBHBIX C HACIJICJCTBCHHOW U BPOXICHHOH MaTo-
Jioruei. Meauko-reHeTudeckast ImoMoIb OOJILHBIM
HX CEMbSIM, POJICTBEHHUKAM 00JbHBIX. [IporpaMMer
peabunuTanuy OONBHBIX C XPOMOCOMHOMW IMATOJIO-
ruer. OKkazaHue MCUXOJOTHYSCKON TMTOMOIIU CEMbE
C HacJeACTBeHHOM narosorueit. Opranuzanus pea-
OMIMTAIMHU ACTEeH ¢ HACICACTBCHHOM MAaTOIOTHEH.

T'eHeTnyeckuii CKpUHUHT Ha-
CIIEICTBEHHON W BPOXKICHHOMN
MaToJIOTUH

W ieonorust TeHeTHYeckoro CkpuHuHra. OCHOBHBIC
sTanbl npoBeieHus. CKPUHUHTOBBIC MPOTrPaMMEI
obcieoBaHust OCPEeMEHHBIX W HOBOPOXKICHHBIX.
OpraHu3aiyss T€HETHYECKOr0 CKPUHUHTA. Mex-
IYHapOIHBIC CTAHIAPTHI IS IMPOBEICHHUS TCHE-
THYECKOTO CKPHHHMHra. METOABl TCHETHYECCKOTo
ckpuauHra. Cpokun mpoBeneHus. OreHka s¢dex-
THUBHOCTH CKPUHHUHTA.

6 | amicTep jKoHE OJIapIbIH . .
aypysiap JMarHOCTHKAchl Ke3iHae (epMeHTTepai KoHe
MEAMIIHHATIBIR OJIapAbIH TYBIHIBUIAPBIH aHBIKTAy, AMWHKBIIIKBLI/IA]
TCHETHKAIaFbl MAHbI3bI P Y p Rray, . P,
Mall  KBIIKBUIZApbl — CIEKTpiHiH aHamm3l. Macc-
CHEKTPOMETPHsI df1ici. PalMOMMMYHOXUMUSIIBIK JKOHE
HMMYHO(EPMEHTTIK dficTep.
. MOHOTEHIIK ~ KOHE  TIOJIMTEH/IK  MaTOJIOTHsIIAp
MoHoreHaik sxaHe . . .
. JIMarHOCTUKACBIHBIH MPUHIMNTEPI MeH ofictepi. EH
MTOJIUTeH/IIK TTaTOJIOTUsI- . .
KU1 JKOHE KOIl TapalifaH MOHOICHIIK aypyJapblH
7 | mapabIH MOJIEKYJIaIbIK-
MOJIEKYIANBIK-TeHETHKANBIK, JHArHOCTHKACHI: (heHMII-
TeHETUKAJIBIK THarHOCTH-
achL KETOHYpHsIIap, MyKOBHCIH03, [romenH-bekkep Muo-
JICTPOQUsIIApPBI )KOHE T.0. AHANIN3I KOIO.
. . OnicTiH MaHi. [Tonumepasasl Ti30eKTi peakuusuIapabIH
[MTonumepaspl Ti30€KTI . L pas p p
8 caxust Typaepi. Herisrike3enaepi. KnuHuKanbIK reHeTHKAaFbI
p KOJIZJaHy MYMKIHIILTIT.
9 Pectpuxkr y3innici y3biH- | Opictin MoHi. Herisri kesenuepi. KilmHukanslk rexe-
JIBIFBIHBIH TTOJTUMOP(U3MI | THKAIaFbI KOJIJJaHy MYMKIHIIIIT.
T'eHOMIIBIK JaKTHIOCKOMHUS. OMICTIH MoHI. MyMKiH-
10 | F'eHOMIBIK TAKTHJIOCKOIIMS | . . . . .
nriiri. Koinany aiiMarel. AHamM3/1 KOTO.
TyxpIM KyasaraH ay-
pyaap JHarHOCTHKACHI TykpIM KyanaraH aypyriap AHarHOCTHKAchl Ke3iHzae
1 Ke3iH/Ie IUTOTCHETUKANBIK | [UTOTCHETHKANBIK ~ JKOHE  MOJICKYJIaJbIK-IIUTOTeHE-
JKOHE MOJICKYJIaJIbIK- TUKAJBIK aHanu3aepai Tycinaipy. CUTyauusiblK ecer-
[IUTOT€HETHKAIIBIK Tep/i LIenry.
aHaIM3Aepi TYCIHIIpY
12 TeHeTHKaNBIK IpeHaTan- | [eHeTHKaNbIK MPeHATaIbIK CKPUHHUHT dicTepi. AHa-
JIBIK CKPHHUHT d1icTepi T3 KOTO.
Trreri HOpecTe XpoMoco- . .
Kyprizy xe3zenaepi. IHBa3UsIIBIK IPEHATANIBIK HAT-
MaJIbIK OY3bUTBICTAPBIHBIH .
HOCTHKaHBIH QPTYPIHAE MarepHalapAbl aly >KoHE
13 | HHBASHATBIK IIPEHATAIEIC enyiey. Ery. Ocipy. Bekity. bosty. [Ipenapartel MUKpO
JIMAarHOCTUKACHIH/IAF b Y- BIY- 24 - Y- lpenap P
. CKOTIIICH KOpy.
LIUTOTEHETUKAIIBIK JIiC
Ibiry Teri oprypii IIbiry Teri opTypii skacyuagapabiH (XOpHOH Oypiepi,
|4 | acymanapabin 0arna JKOJIJAChl, aMHHOH CYHMBIKTBIFBI, 1IITEri HOpECTe
LUTOTEHETUKANIBIK aHAIM31 | KIHAIK ~ KaHbl  JUMQOIUTTEpl) IMTOTCHETHKAJIBIK
epeKIIeNiKTepi aHAJIM31HIH epeKIIeNTiKTepi.

IIpenaranbHas UArHOCTUKA
BPOXK/ICHHBIX TOPOKOB pa3-
BHUTHS U HACIIEACTBEHHBIX
Oose3Hen

VHBa3uBHbBIC 1 HEMHBA3WBHBIC METO/BI IPEHATAIIb-
HOMW JIMarHOCTHKH, MTOKA3aHUS M YCIIOBHS ITpOBEIe-
Husl. bBuoxumuyuecknii CKpUHUHT 1 U 2 TPUMECTPOB.
VYIbTpa3ByKOBOM CKPUHUHI Ha XPOMOCOMHYIO H
BPOXKJICHHYIO TaToNoruio. dopMupoBaHHe TPyIIT
TeHeTUYEeCKOro prcka. KoMOMHMpPOBaHHBIN, WHTE-
TpambHBIA, KOHTUHTCHTHBIM TEHETHYECKHU CKpH-
HuHT. [IpenmyiecTBa, orpaHUYCHHSI.

Hroro: 36 yacos
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Meauko-reHeTH4YeCKOE KOHCYJIbTUPOBAHHE

MenuKo-reHeTHYECKOE KOH-
CYJILTUPOBAHUE ceMeil ¢ Ha-
CJICZICTBEHHOM U BPOXKICHHOMN
aToJoTHein

MeuKo-rTeHeTHYECKOe  KOHCYJIBTUPOBAHUE, Kak
BHJ| CIELUAIN3UPOBAHHON MEIMIIMHCKOW ITOMO-
oM.  MeIUKO-TeHeTUYEeCKOe KOHCYJIBTHPOBaHHE:
OCHOBBI, NPUHLUIBI, 11€J1b, 337a4d M 3Talbl Mpo-
BEJICHMS TIPH PA3THYHBIX (opMax HacIeICTBEHHOM
narosorud. [lokasaHus A MPOBEIEHUS MEIUKO-
TFEHETHYECKOTO KOHCYJIBTHPOBAHUS.

Irreri HopecTeHi Kapuo-

Treri HQpeCTeHi KapI/IOTI/IHTeyJIiH JHUArHoCTUKaJIbIK

Otudeckue mpooIeMsl
MEIUKO-TeHETHYECKOr0 KOH-
CYJIBTHPOBAHHS

DTUYECKHE l'lpO6J'ICMI)I MEIUKO-TE€HETHYECKOTO
KOHCYJIBTUPOBAHUA: PA3JIMYHBIC BUJbI NUCKPUMU-
HalMH, KOHQIHMKT 11paB, IpoOieMbl PaCKPBITHS WH-
(dbopmanuy, TeHeTUYECKUH AETEPMUHN3M, pa3HHIIA
B KYJIBTYpPHBIX HOPMaXx MO OTHOILIEHHUIO K 3710POBbIO.
DTHYeCcKHe TPUHIUIBI TEHETUYECKOTO KOHCYJIbTH-
poBanus. [lcuxonmornveckoe M MCHXOCOLUAIBHOE
HarpaBJIeHHE MEIUKO-TeHeTHYECKOrO KOHCYIBTHU-
poBarms. O6mye yCIoBHs A1 TEHETHUYECKOTO Te-
CTHPOBAHUSL.

MenuKo-reHeTHIeCcKoe KOH-
CYJIBTHpOBaHNE OEpEeMEHHBIX

Meauko-reHeTH4ecKoe KOHCYIbTHpOBaHUE Oepe-
MEHHBIX Ha PAa3IMYHBIX CPOKAaX OEPEMEHHOCTH.
DopMHUPOBaHUE IPYII FeHETUUECKOro prcka. Oco-
OGEHHOCTU MEAUKO-TE€HETHUECKOTO KOHCYIBTHPO-
BaHUs OEPEMEHHBIX C BPOXKAECHHBIMU IIOPOKAMU
pa3BUTH IUI07A. AJITOPUTM BEJECHUsI O€pEeMEHHbIX
U TpeHaTajbHas JIMAarHOCTUKU B TPYIIAX PUCKA B
3aBUCUMOCTH OT BEJIMYMHBI T€HETUYECKOTO PUCKa.
Bonpochkl 3THKKM M JICOHTOIOTMM Bpada-reHEeTHKH
IIPU MEANKO-TEHETHYECKOM KOHCYIBTHPOBAaHUHU Oe-
PEMEHHBIX.

MeauKo-reHeTHYECKOE KOH-
CYJNBTUPOBAHUE IIPH XPOMO-
COMHOMH ITaTOJIOTHH

[TpuHIMIT MEIMKO-TeHETUYECKOTO KOHCYJIBTHPOBA-
HUSL ceMel ¢ XpoMOocoMHOH matonorueil. Ocoben-
HOCTU KOHCYJIFTHPOBaHHMS HOCHUTEIEH XPOMOCOM-
HBIX HapymeHuid. Bonpockl 3THUKH U IEOHTOJIIOTUH
Bpaya-reHeTHKa IMpU KOHCYJIBTHPOBAHUU CEMeH ¢
XPOMOCOMHO# IIaTOIOTHEH U HOCcUTeNeH coanancu-
POBaHHBIX XPOMOCOMHBIX HapyIICHUH.

Menuko-reHeTHIECKOe
KOHCYJBTHPOBAaHUE CEME B
HAaCJIeICTBEHHOM MOHOTEHHOM
MaToJIOTUEH

[TpuHIUIE MEAUKO-TEHETHYECKOTO KOHCYIBTHPO-
BaHUsI CEMEW C HACJIEICTBEHHOH MOHOTCHHOH Ma-
tonorued. (OCOOCHHOCTH KOHCYJIBTHPOBAaHHUS U
PasbsACHCHHUS THUIIOB HACJICOOBaHUSA MOHOT€HHOM
TaTOJIOTUH, MTOHATHS TICHETPAHTHOCTH, KIIMHHUYC-

15 | TunTeyiH quarHoc- .
. Mocenenepi.
THKAJIBIK Mocenenepi
Tya OiTkeH NATOJOTUsIAP AMATHOCTHKACHI KE3iHJeri
JaMyneiH Tya OiTKeH VABTPAIBIOBICTHIK AUArHOCTHKAHBIH MaHBI3bL. XPOMO-
|6 | AKayIapbIHBIH COMAJIBIK TATOJIOTHSHBIH YABTPAIBIOBICTEIK MapKepi.
VIABTPAIBIOBICTHIK THA- JKYKTIKTIH ~ opTypili  Mep3iMiHzeri Tya OiTKeH
THOCTHKACHI aKaynap/blH  JMarHOCTUKachl. YJI3  CKpHUHHHITIK
Mep3imi. Y/I3 1ruarHoCTHKAIBIK MOHI.
HeonaranaplKk CKpUHUHT
17 OarapiamMachIHIaFbl HeoHaranublKk CKpUHUHT OaFiapiaMachiHAarbl GeHMI-
(CHUITKETOHYPHSI TUATHO- | KETOHYPHS TUATHOCTUKACHL. AHAIU3/I KOIO.
CTHKAaChI
Heonatanplk CKpUHUHT
13 OarmapramMachlHIaFbl Tya | HeoHaTanaplk CKpUHHMHT OarnapiiaMachlHIarsl Tya
OITKEeH TUIIOTHPEO3 AHa- OITKEH THIIOTHPEO3 AUATHOCTUKACHI. AHAIN3/I KOIO.
THOCTHKACHI
AHanu3al KOr. OJICTIH HEri3i, ChIHAKKA IalbIHJIBIK,
19 | Macc-crekTpoMeTpust . . . AR .
aHaJM31H XKYPTi3y jKaFaaibl, MYMKIHIIUIIT, IIEKTeTyi.
Kubinbi: 360 carar
XpoMocoMalIbIK aypyJiap
XpoMOCOMaNbIK MyTalysiap KIMHHUKAJIBIK KOpiHic-
XpoMocoManbIK aypyiap- .. . . . .
1 . TepiHiH epeKIeTiKTepi. AFBIMBIHBIH EpeKIIeTIKTePI,
JIBIH, XKAJIIbl KaCHETi
0OIDKaMBbl JKOHE IPOPHIAKTUKACHI.
XpomMocoMabIK XpoMOCOMAIIBIK MYTaLUSIIAP/IbIH JKIKTEMECI: CaHJIbIK
2 | MyTanusLIapIsig JKOHE KYPBUIBIMJIBIK. KamnbIlThl jKOHE MATOJIOTHSIIBIK
JKIKTEMeci XPOMOCOMAJIAP/IbIH XaIbIKAPaJIbIK HOMEHKIIATYPACHL.
AWTYBI CAaHABIK MyTanus- | XpoMOcoMaIapAblH CaHIBIK MyTanusapel. 13, 18, 21
3 | mapaBpIH XPOMOCOMAJIBIK, XpoMocomaiap OoMbIHIIA TprcOMuUsIap. KIIMHUKAIBIK
CUHJIPOM/TIAPBbI KOPIiHICTepl, TMArHOCTHKACKI, TPO(UITAKTHKACHI.
AWTYIBI )KBIHBICTBIK, JKBIHBICTBIK XpOMOCOMaIapblH CaHIBIK MyTalusiia-
4 |XPOMOCOManap MyTalys- | pel. JKBIHBICTBIK XpOMOcoMasiap OONBIHIIIA TPUCOMUSI-
CBIHBIH XPOMOCOMAJIBIK Jap MeH MOHOcoMusutap. KIIMHHMKabIK KepiHicTepi,
CUHJIPOM/JIapBI JIMarHOCTUKACHI, TPOPHIAKTUKACHI.
XpoMocoManapAblH ~ KYPBUIBIMABIK —~ MYyTalHsIIapbl.
XpoMocoManapabiH Kikremeci. XpoMocoManapabiH SpTYPIl KYPBUIBIM/BIK,
5 | KyphUIBIMIBIK MYTAILIUSCHI- | ©3TEPICTEPIHIH KIMHUKAIBIK KopiHicTepi. XpoMmoco-

MeH OailJIaHbICThI aypyJiap

MaJlap/IblH KOFalybl, TPAHCIOKAIMATIAPHI, aYBICYBI, J1y-
IUTMKALUSIIApbl, HTHCEPLUSIAPHI.
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Xpomocomanap nonumopdusmi. Cepikrec XpomMoco-

peakuuu Ha JAelcTBue BHEmHHX (axTopoB. Ilo-
Hiatue o ¢apmakoreHeruke. IIpeamer u3yueHus.
Paznuunble HHAMBUAYAIIbHBIE OCIIOKHEHUS JIEKap-
cTBeHHOH Tepanuu. HacnencTBeHHO 00ycClIOBIEH-
HbIE Bapualluil OTBETOB Ha JICKAPCTBA (IIOBBIILICHHAS]
4yBCTBUTEJIbHOCTb, TOJIEPAHTHOCTD, N1apaoKCallb-
HOCTh). DapMakoreHeTHIeCKHEe 0COOCHHOCTH IPU
HACJIEICTBEHHBIX OOJIE3HSX.

AHTUMYyTareHes

CoBpeMeHHas K1acCU(UKaIUs BEIIeCTB, 00a/iato-
LIMX aHTUMYTAareHHOW aKTUBHOCTBIO. XapaKTepu-
CTHKa aHTUMyTareHoB. [IpoOiema dapmaxoioru-
YEeCKOH 3alUThI FEHOMA YeJIOBEKa.

I'eHeTHKa HEBBIHALIINBAHMS
OepeMEeHHOCTH

3Ha4YeHHE FeHETHYECKUX (PAKTOPOB B IIPEAPACIIONO-
JKEHHOCTb K HEBBIHAIIMBAHUIO OepeMeHHOCTH. Poiib
TeHOB (OTATHOTO MeTabONN3Ma, TEHOB CBEPTHIBAIO-
e CHCTEMBI, TeHOB CHCTEMBI IEeTOKCHKAIINH, Te-
HOB JINITHTHOTO OOMEHA W APYTHX B IPEAPACIIONo-
JKEHHOCTb K HEBBIHAIIMBAHUIO OCPEMEHHOCTH MU
CHHIPOMBI ITOTEPH 11071a. MeTobl AUATHOCTHKH U
poQUIaKTUKH.

T'eneTuka B OHKOJIOTHHU

OO0ume npeacTaBiIeHus] O 3HAYCHUH HACJeCTBEH-
HBIX (PAaKTOPOB B BOSHUKHOBEHUH paka. DaKTOpEI
BHemHe. Cpeibl, aCCOIMUPOBAHHBIE C PAKOM (KaH-
LeporeHsl). BUpycHBIE U KIICTOYHBIE OHKOT€HBI.

DU3HOTOTHYECKAS POJTb KIETOYHBIX MMPOTOOHKOTE-
HOB. MeXaHU3MBI IPEBPAIIEHHS IPOTOOHKOTEHOB B
OHKOTEHBI. | €HBI-CYIPECCOPHI OIyX0JIEBOTO POCTA.

I'eneruka caxapHoro auabdera
1 Tuna

Tun HacnenoBaHMs IPHU caxapHOM jauadere | Tuma.
MornekynsipHO-TeHEeTHYECKHUE MapKephl CaxapHOTo
nuabera 1 Tumna. [eHeTHYeCKast TEeTEPOreHHOCTD ca-
xapHoro quabeta | Tumna.

6 Xpomocomanap Majap. XpoMOCOMaJIapAblH KOTEPiHKI CHIHFBILITBIFEL.
nomMophu3Mi PenpomyKuysiiblK, (YpIaK >KaHFBIPTY) MEAUIMHANAFBI
MaHBI3bI.
XpoMocoMalsIK aypyaapra | LlnToreHeTHKaNbIK aHATU3Il JKYPTridy oSmicTeMenepi.
7 | muroreHetukansik 3eprrey | XKyprizy keszenuepi. Ery buibictapbin paiibinaay. Xpo-
KYprizy MocoMasap aHau3i.
XpOMOCOMABIK 3epTTeyaiH MOJIEKYIAIbIK-IIMTOTCHETUKAJIBIK d/IICTEPI.
8 | Oy3bUIBICTAPIBI 3epTTEYAIH | In-situ  ¢uroOpeceHTTIK  OylaHmacTeipy — oaicTepi.
Ka3ipri TaHgarsl oficTepi | OAICTIH MyMKIHIIITIKTepi. OTKi3y aaicTepi.
Imrreri Hopecrenepaeri XpOMOCOMAIIBIK ~ MyTalHsUlap — IHarHOCTHKACHIHBIH
9 | xpoMocoMaltbIK Oy3bUTBIC- | 9nicTepi. KapuoTtunrey. © gictig MyMKiHIITiri. CaHabIK
Tap AUArHOCTHKACKI YKOHE KYPBUIBIMIBIK MYyTaIMsUIAP TAATHOCTHKACKL.
10 MuKponenenrsuiblk CHH- | MUKpPOZIGIIEIMSUTBIK,  CHHAPOMIAP — JAUArHOCTHKACHL.
JIpOMIap AWArHOCTHKAchl | AHAJIU3.I KOIO.
TyKpIM KyasiaraH ay-
pyJap JUarHOCTHKACHI TyKkpIM KyajaraH aypyjlap AHarHOCTHKAchl Ke3iHze
1 Ke31H/I€ IUTOTCHETUKAIIBIK | LIUTOTCHETUKANIBIK JKOHE MOJIEKY/IaJbIK-{UTOI€HETU-
JKOHE MOJIEKYJIaJbIK- KaJIbIK aHAJIU31epAl Ty CiHAipy. CUTyalUsIIbIK ecenTepi
IIUTOTCHETUKAJIBIK LIelry.
aHaJM3Iepl TYCIHIIpY
PenpoayKIusuibiK KypBUIBIMABIK ~ ©3repicTep JKoHE IMOTUMOpPYH3M  —
12 | MenuuMHaIaFbl XpoMOCo- | Oeneyiik meH Oania keTepMmey 9/ieTiHiH cebenrepi. Xpo-
MasbIK Oy3bUTBICTAP MocoMasap cerperamuscsl.
XpoMocomanapibslH Meio31a aXblpaMayblH IEPUKOH-
LENSIIBIK alAblH any. Epii-3aiiblnTeuiapaarbl Xpo-
XpoMoCcoMaBIK aypyJap-
13 MOCOMAJIbIK ~ Oy3bUIBICTap JIMAarHOCTHKAchl. Jlopy-
JIBI QJIIBIH ATy . .
MEHJICp/IH KeMeriMeH aijuslH aimy. [IpeHaranubik
JIMAaTHOCTHUKA QMiCTei.
Kubinbi: 360 carar
I'enpik :oHe reHOMABIK aypyJiap
AHBIKTaMachl %oHe YFbIMbI. TYKbIM KyaJlaFraH MaTojo-
rUslap KIMHUKAIBIK KOPIHICTEPiHIH epeKIIeNiKTepi.
AypynbiH  oTOachUIbIK — cunarramachl.  Co3bLIMAabL,
MPOTPEUEHTTIK, KaiTa epiry arsiMaapsl. TYKbIM Kya-
TyKbIM KyaJlaFaH MaToJo- porp ’ Py PEL 0¥ Y
1 JIaFaH TaTOJIOTMSUIAPABIH ©3iHe TOH CHMIITOMJIApHL.

rusjiap CEMHUOTHUKAChI

Kemnreren ar3amap MeH >Kyienepleri MaToJIOTHSUIBIK
e3repicrep. [lneitoTponus Typasibl TyciHik. ki xoHe
caJapIibIK MIeHOTponus. AypyablH Tya OiTKeH cuma-
Thl. TepanusiHbIH KeH TapajFaH diCTEepiHe PE3UCTCHT-

I'eHeTnueckuil macnopr, Kak
METOJl IPEBEHTUBHON MEIH-
LIUHBI

leHernueckuili macnopr, Kak METOJ| IPEBEHTHUB-
HOW MemuuuHbL. BbIABICHWE TeTEpO3UTOTHOTO
HOCHTEJIbCTBA MyTaIlMii HanboJiee 4acThIX M pac-
MIPOCTPAHCHHBIX MOHOTCHHBIX OoJyie3Heil. [eHbI
MIPEPACIIONIOKECHHOCTH K MYJIBTH()AKTOPHATBHOM
natonoruy. [eHeTHYecKnid macmopT Uil BBISIBIIE-
HUSI IPEAPACTIONOKEHHOCTH K aKyIIEPCKUM OCJIOK-
HEHHSIM, CEPJCYHOCOCYAUCTON NaTOI0I 1, OHKOJIO-
T'NYCCKUM 33.60J'ICBaHI/I$lM u l'lpO‘{l/Ie.

Hroro: 36 yacos
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I[MOHANIbHAs TeHOMHKa. ['eHeTnueckoe pa3Hoobpa-
3ue YenoBeKka. | €HOM uenoBeKka M MOIEKYIspHas
MerunuHa. D(PGeKTUBHOCTb MPEBEHTUBHON Meau-
L{YHBL.

Hroro: 36 yacos

bose3nu ¢ HacjiecTBEHHBIM npeapacnoi0KeHueM

BoJie3Hu ¢ HAC/IEICTBEHHBIM
[PEeIPACIIOIOKCHHEM

O6mas xapaxkrepuctika. [loHsITHE O TIpEepacnoio-
JKeHHOCTU. B3ammozeiicTBue reneTnyeckoil mpen-
pacIoOIOKEHHOCTH M CHEeUU(PUUECKUX YCIOBUH
cpelbl B pa3BUTUH 3a005ieBaHUN. MexaHU3MbI pea-
JIU3AIMM  HACJIEACTBEHHOIO IPEIPACIIOIIOKECHNUS.
lenernka MynbTH(AKTOPUAIBHBIX 3a00JI€BaHMIA:
TEPMUHOJIOTHUS,, OCHOBHBIE MOHATHS M UX COJIEp-
aHue. Monenn HaciienoBaHus. AHainu3 pojpoc-
JIOBHBIX. ['€HETHYEeCKHI PUCK TPU MYIBTH(AKTO-
pHaNbHBIX Oose3Hsx. TaOmuIbl 3MIUPUYECKOTO
pucka. Mapkeps! monsepskeHHOCTH. DaKkTOpBI MO-
BBIIICHHOTO pUCKAa. 3HAUCHHME HACIIEICTBEHHOIO
NPE/IPacIiONOKEHNST B PA3BUTHH SI3BEHHOM Oosies-
HU, TUNEPTOHUYECKOH OOJIC3HU, OHKOJIOTHYECKUX
3a00/IeBaHUH, XPOHUUECKOTO aJIKOr0JIN3Ma, caxap-
HOro MaleTa, BpOXKIEHHBIX IIOPOKOB Pa3BUTHUSA T.11.
IMpodunakrruka MynbTH(haKTOPHAIbHBIX 3a00J€Ba-
Hui. MTHAMBHUTyaIbHBINA IPOTHO3 Pa3BUTHUS MYJIBTU-
(baxTopHaNTbHOTO 3a00JIEBaHMS U €T0 3HAUCHUE JUIS
KIIMHUYECKOM MPAKTUKH.

Tijiri. Haykacrap MeH OHBIH TyFaH-TYBICTapbIH Kapar
TEKCEpy MOHE (U3UKAIBIK TEKCEpy EepeKLIeiKTepi.
TykpIM KyajlaFaH —aypyjiap CEMHOJIOTHSCHI JKOHE
JIMarHOCTUKara CUHIPOMOJIOTHSIIBIK KasiaM. Tya OiTkeH
aKayJap CEMUOJIOTHACHI )KOHE J1aMyJIblH MUKpOAaHOMa-
JUSTaphl  JKOHE ONlap/bl  KIIMHUKAIBIK-TeHETHKAIIBIK,
Oaraay.

T¥KI)IM KyaJiaraH I11aToJio-
rusijiap CHHAPOMOJIOTUACHL

CHHAPOM, CeKBEHINS, PETTLTIK, aHOMAaa ] YFBIMIAPEL.
MopdoreHe3 Oy3bLIBICTApBIHBIH ChI30aHyCcKackl. Mop-
(oreHes naToNOrUACH — AAMy/bIH Tya OiTKEH aKaybIHBIH,
ce0e0i. Tya OiTKeH KoHE TYKbIM KyaJlaFaH MaTOJNOTHsI-
JIap AMarHOCTHKAchIHA ceOernii 00IaThIH HayKacTap/bl
JKOHE OJIApJIBIH TYFaH-TYBICTAPBIH KIMHUKAJBIK Kapar
Tekcepy epekuienikrepi. ChIpTKbl TYP €peKIIeNiKTepi,
TYKBIM KyajJaraH MaTOJOTHIap Ke3iHAe IaMyJIbIH
MOP(OTeHETHKAIBIK CIEKTPIHIH epekiiesiri. TykbiM
KyaJlaraH aypylap JHarHOCTHKACHIHAAFBl aHTPOIIO-
Metpust. JlaMmynblH MOp(hOTeHEeTHKAbIK BapHaHTTAPHI
(mucaMOpHOTreHe3 MUKPOAHOMAITHSIIAP, MUKPOOeJITiiep,
Oenrisiep), oNap/blH AaMybl, TOCTHATAIIBIK MOIU(H-
Karusicbl. JKanmbl jkoHE ©31HIIK MOP(OTeHETHKAIBIK
BAPMAHTTAPBl: TYKBIM KyaJlaraH CHHAPOMIAp MEH
Tya OITKeH >XaFdailap IUAarHOCTHUKACBIHIAFbl MOHI.
DEHOTHIIT] KOHE IIEXIPEeHI KYpacThIpy, KIMHUKAJIBIK
HKOHE 3epTXaHAIIBIK Tekcepyi 6aranay. CHHAPOMAIbIK
JIIATHO3/IBI KOO.

DTHOr€HOMUKA

Momumopduszm JIHK u ero ucrnonb3oBaHue uist
H3y4CHHUs HMCTOPUM M TPOUCXOXKICHMS HapOOB.
Aytocomubie mapkepsl JJHK. IMonmumopdusm mu-
toxoupuanbHoii JJHK wenoseka. IToaumopdusm
JHK Y-xpoMocomsl.

DKOJIOTHYECKasl TCHETHKA.
®dapmakoreHeTHKa

[Tonsatne 00 »skomormueckol reHeruke. Ilpen-
MeT M3y4eHUs. 3aBUCUMOCTh NPOSBJICHUE T€HAa OT
(baxropoB BHemHe#d cpenbl. [loHsTHE 00 dKOTE-
HETHYeCKOM JedcTBuM (akTopoB. «Momuariye
(meiTpanbHBIE) TEeHBL. |eHeTHYecKue pa3nudus B
peaxiusx Ha JaeiicTBrue (pakTopoB BHEIIHEH Cpe/bl.
Hcnonb3oBaHne METONOB MEIUIIMHCKON TI'€HETH-
KM (KJIMHUKO-TEHEAJIOTHYECKOr0, OJIM3HEII0BOTrO,
l'lOI'lyJ'[ﬂLII/IOHHO-CTaTl/lCTl/l‘leCKOFO) B DKOI'CHCTHKE.
HacnenctBeHHO 00yCIIOBIICHHBIC NATOIOTMYECKHE

JlaMympIH MEKpoaHOMa-
TsIaphl. Y FRIMIIApBI
MEH TePMHUHOJIOTUSCHL.
Knunukansik MoHI

JaMyneiH MOpQOreHeTHKAIBIK BapHaHTTaphl (IHC-
SMOpHOTEHE3 MHKPOAHOMAJIUSIIAPBI, MUKpOOeriiepi,
Oenrisepi), onapablH 1aMybl, TIOCTHATAIIBIK MOIU(H-
Karusicbl. JKanmel jkoHE ©31HIIK MOpP(OTCHETHKAIBIK
BapUaHTTApbl: TYKBIM KyaJaraH CHHAPOMIApP MEH
Tya OITKeH afiaiiap JAMarHOCTUKACBIHAAFbl MOHI.
[esxipeni KypacTbIpy, KITMHUKAJIBIK )KOHE 36PTXaHAIIBIK
TeKcepyai Oaranay.

OPpTYpIli TYKbIM KyallaraH
MaTONOTHSIIAP Ke3iHIeT]
HayKacTap (eHOTHITIHIH
aHaJm3i

OpTYpii TYKbIM KyaJlaFaH MaToJoTHsuiap (IamyabiH
Tya OITKeH aKaynapbl, XpOMOCOMAJBIK ITaTOJIOTHUs-
Jap, MOHOTCHJIK aypyiap) KesiHjaeri Haykactap
(eHOTHITIHIH aHAITH3I.

[eHeTHKAIBIK Kayil-
KaTepJiep/i ecenTert
LIBIFapy NPUHIMOTEPI

IeHeTHKANBIK Kayil-Karepiep Typayibl TYCiHIK. [eHe-
TUKAJIBIK Kayil-Karepiep/i €cenTen IIbIFapy IpHH-
muntepi. CUTyalMsIIbIK €CenTepi Meny.
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JleHe maMybIHBIH Kiipyi

JleHe naMyBIHBIH Kifipyl Ke3iHIEri CHUHIPOMAABIK

[MpuHuuner knaccupuKaluu MOHOTEHHBIX 00Je3-
Hell u cunapomoB. Hanbonee pacmpocTpaHeHHbIE
0OJIE3HH U CHHJIPOMBI C ayTOCOMHO-JIOMHHAaHTHBIM
TUTIOM HaCJIeI0BaHUs: HeHpoprOpomMaTos, CHHAPOM
Hynan, muoTroHWueckas mauctpodus, cemeiHas
THIIEpXOJIECTepUHEMUsI, cHHIpoM Mapdana u ap.
Bone3Hn v CHHAPOMBI C ayTOCOMHO-PELECCHBHBIM
TUTIOM HACJICIOBAHMS: CHHIPOM  albOMHHU3MA
TIa3HO-KOXKHBIN, cuHApoM Kaprarenepa, ampeno-
TeHUTATBHBIA CHHIPOM, CHHAPOM MeEKKenst u ap.
bone3nun u cunapomsl ¢ X-CLEMICHHBIM PEIECCUB-
HBIM HACJIeIOBAHUEM: MbIlIe4Has quctpodus Jlro-
II€HHAa, 3KTOoACpMalibHas AWCILIa3usd, FCMOQ)I/IHI/IF{
U Ap. MOHOreHHBIE CHUHIPOMBI MHOKECTBEHHBIX
BPOXKJICHHBIX MOPOKOB pa3Butus. OOmue npusHa-
ku. Knnauueckue npuMepsl.

MuToxoHapHuanbHbIe 00Te3HN

Oruonorus. [Tarorenes. Kinuanueckue nposiBIeHUS
Hanboliee pacpoCTPaHEeHHBIX MUTOXOHIPHATIBHBIX
Oone3nell. MeTosibl AMAarHOCTUKU. [IpUHIMITBL Jie-
YEHUSL.

Oruonorus. Ilarorenes. Knaccudukanus. Knunn-

MyxkoBucua03 yeckue mpossienus. [Ipunnuns! seuenus. IIpopu-
JIAKTHKA.
Otuonorus. [larorenes. Kinmaudeckue mposiBiie-
DeHMITKETORY pHUS Husl. MarepuHckasi (eHUIKETOHYpHsL. [TpUHIMITBI

nedenus. [Ipodunakruka.

ApeHOTeHUTANbHBIN CHH-
IpoM

Oruonorus. [larorenes. Knaccuduxarus. Kinunu-
yeckue nposiBieHus. [Ipunnmmne! gedenus. [Ipodu-
JIAKTHUKA.

BpoxeHHbIi runoTupeos

Oruonorusi. [larorenes. KnuHnyeckue mnposie-
Hus. [Tpunnuner nedenus. [Ipodunakruka.

PazBuTHe MonekynsipHOit
METUIIHBI

Pa3BuTHe MOJEKYISIpHOW MEIWIMHBI B MHPE U B
PecnyOnuke Kasaxcran. AxTyanbHOCTH TpoOiie-
MBI, €€ 3HaueHHe Ul KINHUIECKOH MeIUINHEL.
Ienernueckoe TectupoBanue. YactoTel Hambomee
pacnpocTpaHeHHBIX MyTallli MyKOBHCLIUI032, (e-
HWIKCTOHYPHH | JAPYTHX 3a00JICBaHUI B Ka3aXCKOH
MOMYJIAIUH.

6 | Ke31HIeri CUHAPOMAJIIbIK .
JIMarHoctuka. Tekcepy ajropuTMi.
JIUarHOCTHKA
Tepi 3aKbIMIAHYBI Tepi 3akpIMIaHy Ke3iHie OanaHbl Tekcepy Oarmap-
7 | ke3iHAeri CHHAPOMAIIBIK | Jiamachl. Tekcepy anroputmi. CHHAPOMAIIBIK IUATHO-
JTMAarHOCTHKA CTHKA.
. MOHOTeHIIK KOHE MOJUIEHIIK IaTOJIOTHsUIapAbIH
MoHoreHik oHe . . . .
. MIPUHLIUNTEP] MeH aaicTepi. EH xui sxoHe kem Tapain-
TOJMICHAIK IMaTOJIOT U~ .
FaH MOHOTEHIK aypylapAblH: (EHUIKETOHYPUSHBIH,
8 | mapablH MOJEKYIabIK-
MYKOBHCUUI03/1bIH, [tomeHH-bekkep Muoauctpodus-
TCHETHKAJIBIK JUArHOCTH-
ach1 CHIHBIH JKOHE T.0 aypylapAblH MOJEKyJIaIbIK-TeHe-
THKAJIBIK JIMarHOCTUKACHl. AHAIIU3/1 KOIO.
JKaHa TypUIFaH HapecTe . .
MyKOBHCIHIO3 TUATHOCTUKACBIHBIH EPEKIIeNIIKTePi.
MYKOBHUCIIUIO3bI
9 Tep cerHakTapsl. MYKOBUCIHIO3ABIH MOJICKYIATBIK-
JIMarHOCTUKACBIHBIH
. . TeHETHKAJIBIK TUarHOCTHUKACHI.
epeKIIeINiKTepi
10 DEHUIKETOHYPHSL DEHUITKETOHYPUST HEOHATAIIBIK CKPUHUHT1. AHAIU3/1
HEOHATAJJIbIK CKDHHHUHI1 | KOIO.
AnMacynblH TYKbIM Kyaja-
|1 | FaH aypymapsl Ke3iHe AJrMacy/IbIH TYKbIM KyallaraH aypysaapbl Ke3iHae eMIiK
eMJIIK TAMaKTaHIBIPYIbl | TAMAKTaHIBIPYIBI ecentey. Mbicasmap.
ecenrey
1 xacka neiinri
12 Oananapnarel peHUKETO- | | Kacka Jeiinri 6ananapaarbl (EeHUKETOHYPHS Ke3iHIe
HYpHsI Ke31HJIe EMJIOMMEH | eMIOMMEH eMJICYIi eCernTey
eM/Ieyli ecenTey
1 »acraH KeniHri
13 Gananapnarbl peHukeTo- |1 kacraH KeHiHri Oananapiarbl  (DEHUKETOHYpHs
HYpUs Ke3iH/Ie eMIOMMEH | Ke3iH/Ie eMIOMMEH eMJIeYIi ecenTey
eMJIeyli ecenTey
Kubinbi: 360 carar
TykbIM KyaJayra Geiiimaiiaik aypysap
. [MonureHgik  marojorusuiap  JUArHOCTHKACHIHBIH
[Monuren ik nmaronorus- . . .
npuHIMNnTepi MeH oaicrepi. EH keH TapanraH aypy-
JIApABIH MOJIEKYJIaJIbIK-
1 JIAPJIBIH MOJIEKYJIaIbIK-TeHETHKAIBIK JTHATHOCTUKACKI:
TeHETUKAJIBIK THarHOCTH-
achl apTepUsUIBIK THUIEPTeH3Hs, KAHTTHI JUA0eT, OHKOJIO-
THSUTBIK aypyJiap jkoHe T.0. AHAIU3/I KOIO.
OicTiH MoHI. MOHO- JKOHE JTU3UTOTANbI eri3aepleri
2 | Eri3nik apici

KOHKOPJIAHTTBUTBIK, THUCKOPAAHTTBUIBIK TYpPalbl TYCi-
HIK.

BBeZ[eHI/Ie B ITCHOMHYIO M€IU-

LUHY

I'enom wenosexka. Mcropus Bonpoca. [Ipaktnueckoe
MIpUIIOKEHHE TeHoMa YesioBeka. [Ipobiemsl u omna-
cenus. Unes «l'enetnueckoro nacnopra». OyHk-
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XpOMOCOMHBIE CUHAPOMBI,

UYucnosele MmyTauun xpomocoM. Tpucomuu mno 13,

KonkopraHTTBUIBIK k093G duiuenTi. CHUTyalusuIbIK
ecenTepii 1enry.

Beneymnik nen 6ana
TOKTaMaNThIH KYKTLTIK
Ke3iH/1e MeTUIINHAIIBIK-
TeHETUKAJIBIK KOHCYIIbTa-
LIUST JKYPTizy

Berneymik meH 0Oana TOKTaMaWTBhIH JKYKTUTIK KE3iHIC
METUINHATIBIK-TEHETHKAIBIK KOHCY/JIBTAIUS  JKYPIi3y.
Tekcepy aiaropurmi.

TyxpIM Kyanayra
Oeftimpainiri 6ap aypynap
Ke31H/e MEIUIIMHATIBIK-
TEHETUKAJIBIK KOHCYJIbTa-
LML XKYPIizy

TykpIM Kyanayra OeliMzimiri Oap aypynap KesiHze
MEJIUIMHAIBIK-TCHETUKAIIBIK KOHCYJIBTALUS JKYPTi3y.
OMIOUPUSIIBIK  Kayil-KaTepli ecenTey. OMIUPUSIBIK
Kayimn-Karep Kecreci.

['eHeTHKaIBIK ImacropT

IeHeTHKAIBIK MACIOPT. AKYLIIEPUSUIBIK ACKBIHYIAPFa,
KYPEKKaH-TaMbIpJiap IaTOIOTHsIIAPBIHA, OHKOJIOTHSI-
JIBIK KOHE T.0. aypysiapra OcHIMIUTIKTIH TeHETHKAIBIK
MaCIOPThIHA MBICAJIIAP.

Kubinbi: 360 carar

MeauuuHaJabI

K-TeHeTHKAJIBIK KOHCYJIbTALUS KYPri3y

TyKbIM KyallaraH >KoHe
Tya GITKEH MaToIOTHsLIIap
Ke3iH/Ie MEUIIHAIBIK-
TCHETHKAJIBIK KOHCYIIBTa-
LIUST JKYPTizy

TyKpIM KyajJaFaH JKOHE Tya OITKEH MaTOJOTHsIIAp
Ke3IHIE MEAUIMHAIBIK-TCHCTHKAIBIK ~KOHCYJIBTALHS
Kyprizy. Makcatel. Mingertepi. XKyprisy keszenuepi.

4 | obycioBieHHble uncaoBeiMu | 18, 21 xpomocomam. KimHnueckue nposiBiaeHus,
MyTalUsIMU JIMarHOCTHUKA, IPO(QUIAKTHKA.
CTpyKTypHBIE MyTamuu XxXpomocoMm. Kiaccudu-
3aboseBanysl, CBA3aHHble CO | Kauuu. KiMHMYeCKHe MPOSABIEHHS Pa3IMYHbIX
5 | CTPYKTYPHBIMH MyTalUsIMU CTPYKTYPHBIX M3MEHEHMI XpomocoM. J[lenenuu,
XpOMOCOM TPAHCIIOKAIlMU, HHBEPCUM, TyTUIMKALUH, HHCEPLIMU
XPOMOCOM.
UYucnoBele MyTaluM TIOJIOBBIX XpomocoM. Tpu-
XpOMOCOMHBIE CUHAPOMBI,
COMHMU M MOHOCOMMH IIO IIOJIOBBIM XPOMOCOMaM.
6 | 00yCIIOBJICHHBIE MYy TaIUAMU
Knunuueckue NposiBIEHUS, TUArHOCTUKA, podu-
IIOJIOBBIX XPOMOCOM
JIAKTHUKA.
IMommmopdmsm xpomocoM. CIyTHHYHBIC XPOMOCO-
7 | Homumopdhu3M XpoMocoM Mbl. I10BBIILICHHAS] IOMKOCTh XPOMOCOM. 3HAUEHUE
B PENPONYKTUBHON MEIUIIHE.
CTpyKTypHBIE M3MEHEHHMA M IIOJMMOP(U3M Kak
XPpOMOCOMHBIE HAPYIICHUS B PYKIyp PP
8 . IpUYMHA OECIUIONMS U IIPUBBIYHOTO HEBBIHAIIMBA-
PeNpOnyKTHBHON MEAUIMHE
Hus. Cerperanust XpoMOCOM.
ITepuxoHIeNMOHHAs IPO(PUIAKTUKA HEPACXOXK-
JIEHUusI XpoMOCOM B Meiioze. JluarHocTuka Xpo-
IIpodunakTka XpoMOCOM- MOCOMHBIX HapylIeHHH y cynpyxKeckux nap. Bu-
g |HBIX OomnesHeil. /lmarnocTuka | TAMHHOIPO(MIAKTHKA. MeTO#Bl IpeHaTalbHON
XPOMOCOMHBIX HapyIlIeHUH y | IMarHOCTUKH. MeTolbl JUarHOCTUKH XPOMOCOM-
mioaa HbIX MyTanmid. Kapuorunuposanue. Bo3moxkHoCTH
MeToAa. JIMarHOCTHKA YMCIOBBIX U CTPYKTYPHBIX
MYyTaIHn.
MonekyasipHO-IIUTOT€HETHUECKUE METOIbI HCClle-
CoBpEeMEHHBIE METOIbI UC- .
JoBaHUS. Metonbl (II0OpecleHTHONH rubpuau3a-
10 | ciieroBaHMSI XPOMOCOMHBIX

HapylEeHUH

UM in-situ. BoamoxkHOCTH MeToa. MeTonuka rpo-
BEJIEHUS.

TyKbIM KyallaraH aypyJap
GObIHIIIa KOMIBIOTEPIIIK
aHbIKTaMa-IUarHOCTH-
KaJIbIK XKYHEeH]1 kKoHe 1e-
pexrep 0a3achlH KOJIIAHY

TykpIM KyanaraH aypyjiap OOMBIHIIA KOMITBIOTEPIIiK
AHBIKTaMa-AMarHOCTUKANIBIK JKYHEHI JKOHE [epeKrep
6a3achIH KosaHy. JKyMbIc IPUHIUITED].

Hroro: 36 yacos

TI'enHble 1 TeHOMHBIE 00J1€3HH

MoHoreHHbIe 00JIe3HU

OO01e BOIPOCHl STHOJIOTUM M MATOr€HE3a MOHO-
FeHHBIX 3a0oyieBaHMi. MexaHu3Mbl I1aTOreHesa
MOHOTEHHBIX 3a00JIEBaHUH: CIIEHU(PUIHOCTH MyTa-
Ui, MHO)KECTBEHHOCTh METa0OJIMYECKUX IyTei,
MHOXXECTBEHHOCTh (yHKUUH OenkoB. [TonstHe o
TEeHETUYECKON TeTEPOr€HHOCTH, IEHETPAHTHOCTU U
KJIMHUYECKOM MOTMMOP(PHU3ME MOHOTCHHBIX 00J1€3-
Heit. [ToHsTHE 00 UMITPUTHHTE HA TCHHOM YPOBHE.

JlamympIH MEKpoaHOMa-
JUsITaphl. ¥ FIMIAPHI
MEH TEPMHUHOJIOTHSICHI.
Knunukasiblk MoH1

JaMyneiH MOpQOTreHeTHKAIBIK BapHaHTTaphl (IHC-
SMOpHOTEHE3 MHKPOAHOMAJIUSIIAPBI, MUKpOOeriiepi,
Oenrisepi), onap/blH 1aMybl, TIOCTHATAIIBIK MOIU(H-
Karusichl. JKanmbl jkoHE ©31HIIK MOpP(OTCHETHKAIIBIK
BapUAHTTApbl: TYKBIM KyaJaraH CHHAPOMIApP MEH
Tya OITKEH afiaiyiap JAMarHOCTUKACBIHAAFbl MOHI.
[esxipeni KypacTbIpy, KITMHUKAIIBIK )KOHE 36PTXaHAJIBIK
TeKcepyai Oaranay.
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OPpTYpIi TYKbIM KyallaraH
MaTONOTHSIIAP Ke3iHIeT]
HayKacTap (eHOTHITIHIH
aHaJm3i

OpTYpii TYKbIM KyaJlaFaH MaToJorusuiap (IamyabiH
Tya OITKeH aKaynapbl, XpOMOCOMAJBIK ITaTOJIOTHUsI-
Jap, MOHOTCHJIK aypyiap) KesiHjaeri Haykactap
(EHOTHITIHIH aHAITU3I.
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JIUKa ONPEICIIEHUsT UX YPOBHs, HWHTEPNpETALUs
pe3yabTaTtoB  aHanuza. O(GEKTUBHOCTbL IpeHa-
TQJIBHOTO CKPHHHUHTA. HeoHaTaJbHBIH CKPUHHHT
HOBOPOXICHHBIX Ha HACICACTBEHHYIO MATOJOTHIO,
STaIbl CKPHHHUHTA, YPOBHH OPTaHU3AIIH, METOJH-
Ka [POBEICHMS aHAIN3a, HHTCPIIPETALHS PE3yIIbTa-
TOB, OlleHKa 3((EKTUBHOCTH.

Macc-cnekTpoMeTpHst U Xpo-

CyTh MeTOZa, METOAMKA MPOBEACHHUA. 3HAUCHHUE
MeToZla B MeIWUMHCKON reHeTHke. OmnperneneHue

I'eneTukanbIK Kayim- leneTukanblk — Kayil-karepiaep  Typaibl — TYCIHIK.
5 | karepuepai ecenren leHeTHKaNbIK ~ Kayil-KaTepyiep[i ecenTen IIbIFapy
HIBIFapy NPUHIUNTEP] npuHnunrepi. CUTyausibK ecenTepai Menry.
bananapaarsl TYKbIM .
. bBananapnarel TYKbIM KyalaraH aypynap Ke3iHjae ar3a-
KyaJlaraH aypynap Ke3iHie . . .
o . Jlap MeH XYHeepIiH 3aKbIMIaHy I9peKeciH Oaranayra
ar3ajap MeH Xyhenepauiy L :
6 . apHasFraH QYHKIMSIIBIK ICTIH MOHI. DIEKTPOMHUOTpa-
3aKbIM/IaHy JIOpEKECiH .
¢usi. Maraut-pe3oHaHCcThl TOMOTpadus. 3epTTeyuiH
OaraJiayra apHaJIFaH . .
- . | yIBTPaabIObICTHIK 9icTepi.
(bYHKIMSUIBIK 9ICTIH MOHI
TyKpIM KyasiaraH ay-
pyJap JUarHOCTHKACHI TykpIM KyajaraH aypyjlap AHarHOCTHKAchl Ke3iHze
7 Ke31H/Ie IUTOTCHETHKAJIBIK | INTOTCHETHKAIBIK JKOHE MOJICKY/IAJIBIK-IINTOTCHETH-
JKOHE MOJICKYIIaIIBIK- KaJIBIK aHamm3fepai Tycinaipy. CHTyalMsuIBIK ecel-
IIUTOTCHETUKAIBIK TEepi IIeny.
aHaJM3AeP/i TYCIHIIpY
. KyxkTi oifenaepre MeIUIIMHAIBIK-TEHETHKAIBIK KOHCY-
JKyxri oifenaepre . . L
JBTanus Kyprizy. Texcepyai Kypri3yaiH mpeHaTaaabIK,
MeIULIUHAIbIK- . . : .
8 CKpUHUHTI, Mep3imi. OpicTepl. MeaunuHaibIK TeHe-
TCHETUKAJIBIK KOHCYJIbTA~ . .
. THUKAJBIK KOHCYJbTAlUA XYPIri3yA1H STHUKAJIBIK XOHE
LS JKYPrizy . .
KYKBIKTBIK €PEKILIETIKTepi.
JKorapbl TeHeTHKAJIBIK JKorapbl reHe TUKATBIK Kayil-KaTep TONTapbIHIaFbl )KYKTi
KayiI-KaTep TONTapbIH- olenriepre MeIUIMHAIBIK-TCHeTHKAIIBIK KOHCYIIBTAIIHSL
g | Aarel JKYKTI oifernnepre KYPrizy. MenuIHaNbIK-TeHETUKAIBIK  KOHCYJIBTALHS
MeIUIUHAIBIK- TeHETHKA- | XKYPTi3yiH 3THKAIBIK JKOHE KYKBIKTHIK €pPEKIIeITIKTepi.
JIBIK KOHCYJIBTALUS MeMuuHaIBIK-TeHETHKAIBIK KOHCYIIBTAINS KYPTi3yIiH
KYprizy STHUKAJIBIK )KOHE KYKBIKTBIK €PEKIICTIKTepi.
lrreri HopecTeHiH
Tya OiTKeH aKayyapsl Imrreri HopecTeHiH Tya OiTkeH axaymapbl 0ap S>KYKTI
10 Oap KYKTi oiiennepre oliennepre MEAUIMHAIBIK-TEHETUKAJIBIK KOHCYIBTAIUS
MEIMIMHAJIBIK- TCHETH- KYprizy. MeINIMHANBIK-TeHETHKAIBIK KOHCYJIBTAIHS
KaJIbIK, KOHCYJIbTAIHS JKYPTi3yHiH STUKAJIBIK )KOHE KYKBIKTBIK €PeKIIeTIKTepi.
JKYPri3y epeKiIenikTepi
deto-deTanablk TpaHc-
(by3ust CHHIPOMBI .
. ®dero-deranaplk  TpaHCPy3us CHHAPOMBI  KE3iHIC
11 | ke3iH1e MEIULIMHAIIBIK- .
MeTUIMHAIBIK-TeHETUKAIIBIK KOHCYIBTALUS KYPIi3y.
T€HETUKAJIBIK KOHCYJIbTa-
LIUST JKYPTizy
PenpomyKuusiiblk pyHK- | Penponykumsuiblk — pyHKIMSUIapAbIH — Oy3bUIBICTApPEI
12 | nusinapasiy Oy3bUIBICTAPhl | Ke3iHJE MEJUIHMHAIIBIK-TCHCTUKAIBIK KOHCYJIBTalUs

Ke3in[e MCIUIIMHAJIBIK-

KYprizy. MeanHaIbIK-TeHETUKAIBIK KOHCYIIbTalUs
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7 | marorpadus mpu IMarHOCTUKE | CIIEKTPa aMUHOKHUCIIOT U JKUPHBIX KucioT. Heona-
HaCHe,ZlCTBCHHOﬁ I1aTOJIOTMH TaJIbHBIN CKPUHUHI METOAOM MAacCC-CIICKTPOMCTPHUH,
MpEeUMyIIecTBA METO/A.
MeTo/bl MOJIEKYIISIPHOM F€HETHKH, BH/Ibl, 3HAYECHUE,
ob6macte nmpumenenus. Beigenenne JIHK w3 pas-
3 MonekyasipHO-TEHETHUECKHE | IMYHBIX OMOJIOTMYecKUX skuakocTei. [IpoBenenne
METO/IbI MCCIIETIOBAHUS ananusa [1LP: ammumbukanus. Anamuz I[1PO.
[IpoBeneHue snekTpodopesa, aHAIU3 EKTPodo-
perpaMm, MHTEepIpeTalus pe3ylbTaToB.
3HaueHHe yNbTPa3ByKOBOH JUArHOCTHKM IPU Aua-
THOCTHKE XPOMOCOMHOM MaToJjoruu. YiIbTpa3ByKo-
VYibTpa3BykoBasi IMarHOCTHUKA N
9 . BbIE MapKepbl XpOMOCOMHOI1 naronoruu. CKpUHUH-
XPOMOCOMHO# MaToJI0T UK
roBele cpoku Y3U. JluarHoctuyeckast 3Ha4MMOCTb
Y3U ni1st [MarHoCTHK XPOMOCOMHOI ITAaTOJIOTHH.
3HaueHHe MOIMYIAINOHHO-CTATUCTUHYECKUX METO-
noB. PaBHoBecue Xapau-BaiinOepra. Onpezesnenue
Ionymsaunonuo-
. YacTOThI TEHOB U T€HOTHIIOB B MOMYJISLIUH, OTIpe/ie-
10 | craTucTUYecKuii MeTO B
. JICHHE TeTepo3urotHoctu. M3ydenue BausHUS OT-
MEUIUHCKON TeHEeTHKE
00pa Ha 4acTOTy 'CHOTHUIIOB, ONpe/ieeHue (haKTo-
POB PHUCKa B ITOIYJISALUH.
Hroro: 36 yacos
Xpomocomublie 00J1e3HU
XpoMocoMHasT TeOpHsi HACIEACTBEHHOCTH. McTo-
XpoMocoMHast TEOpHsI Ha-
1 pust Borpoca. OCHOBHBIE IOTOKEHUSI. 3HAUCHUE [T
CJIEZICTBEHHOCTH .
MEIUIMHCKON T€HETUKU U METULIUHBI B IIEJIOM.
o OCOOCHHOCTH KIIMHUYECKOTO MPOSIBJICHUS XPOMO-
OO1mue cBOHCTBA XPOMOCOM- N
2 . COMHBIX MyTaLuid. OCOOCHHOCTH TEUEHHUS, IPOTHO3
HBIX OOJsIe3HEeH
U IPO(UIAKTHKA.
Krnaccudukanus XpOMOCOMHBIX MyTallUi: YUCIIO-
Knaccugukarms xpomocom-
3 BbIX M CTPYKTYpPHBIX. MeXIyHapoHas HOMEHKJIa-

HBIX MYTalUi

Typa XpOMOCOM B HOPME U IaTOJIOTUH.
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MeToabl HccIeI0BaHUSI B MeIUIIHHCKOI reHeTHKe

MeTobI uccae0BaHus B
MEIUIMHCKON reHETHKE

MCTOI[I)I HUCCICAOBaHUs B Mel[PIIIHHCKOfI T'CHCTHUKHU.
XapaKTepI/ICTI/IKa METO40B, ITOKa3aHHs, BO3SMOXHO-
CTU U OrpaHUYCHUA METOOB. Knuanaeckoe u Jua-
THOCTHUYCCKOC 3HAYCHUC, o0macthb IIPUMCHCHUS.

TeHETUKAJIBIK KOHCYJIBTALMS | XKYPIi3yAiH STHKAIBIK XKHE KYKBIKTBIK €PEKIIeIiKTepi.
XKYPrizy epeKIIeniKrepi

Kinauko-reHeanornyeckuit
METO/

DTtanbl MPOBEACHHUS KIMHUKO-TEHEATOTHIECKOTO
MeTofia. 3HAUEHHE METO/a B KIMHUYECKOW IpaK-
tuke. Tunbl HaciaemoBanus. OCOOCHHOCTH Hacie-
JIOBaHUSI ayTOCOMHO-PELECCUBHBIX, ayTOCOMHO-
JIOMMHAHTHBIX,  X-CLEIJICHHBIX (peuecanHblx
U JOMHUHAHTHBIX) 3a0oneBaHuil. OcoOeHHOCTH
VY -CLEIICHHOT0, IUTOIIa3MaTHYECKOTO HACIEH0-
BaHMs1. MUTOXOHApHAILHOE HaclieloBaHue. | eHoM-
HbI{ UMIIPUHTHUHI. [eHeanornyeckuil aHaau3 Mpu
MYJIBTH()AKTOPHATIBHBIX OOJIC3HSX.

13

IIpenaranaplKk KOHCUIMYM. ¥i#bIM. MaMaHIapabIH He-
ITpenaranabsIk KOHCIIIMYM | Ti3Ti Kypambl. Maxkcartsl, MingerTepi. Ecen 6epy kyxat-
Tamajapbl.

14

MeTabonu3MIiK TYKbIM
KyaJlaFaH aypyJap Ke3iHje
eMJIOMJII ecenTey

MeTabonu3MaiK TYKbIM KyalaraH aypyjap Ke3iHfe
emaomai ecentey. KimmHuKaIbIK MbIcanap.

15

Tya OiTKEH oHe TYKbIM
KyasaraH aypyJaapbl
QJIIBIH ATy

Tya OiTKEH >k0HE TYKbIM KyaJlaFaH aypyJaplbl ajliblH
any. CUTyallUsUIBIK ecenTep.

16

HepBinik TYTik akayblH ajjIbiH any aaictepi. Hepinik
TYTIK aKayblH IEPUKOHICTIIMSUIBIK AJIBIH aIy.

HepBisik TyTiK akaybIH
aJIJIBIH ANy dficTepi

HI/ITOFCHQTI/I‘IGCKHC MCTOABI
HCCIICOA0OBaHUA

OmnpenesnieHue U cyTh MeTof0B. O0NacTh MpUMeHe-
HUsL. BapWaHTbl IUTOTrEHETHYECKOTO HCCIIeNoBa-
Hus. JlmarHocTuka XpoMOCOMHBIX MyTauuid. [1po-
BCACHHUC KapUOTUIIMPOBAHUA. denoTUNNYECKOE
IIPOSIBJICHUE XPOMOCOMHBIX 3aboneBanuii. Kapuo-
TUIHPOBAHHE IJIOZOBOIO MaTrepuala.

17

®domnarroyeni Tya 6iTkeH

®donarroyeni Tya OITKEeH akayiap/ibl ajlJbIH ay.
aKayJIap/pl aJIIbIH Ay

Kubinbi: 360 carar

3.3 Pe3upentTin 03iHik :kymbichl (POXK) :xocnapbIHbIH yirici

MesxayHapoaHas KJ1accH-
(buKanys 1 HOMEHKJIaTypa
XPOMOCOM B HOPME H ITPH
HapyLICHUAX XPOMOCOM

Crpoenne xpoMmocoM. MexayHapoaHas KiacCu-
¢dukanus xpomocoM. HomeHkiaTtypa XpoMocoM B
HopMme. HomeHKkatypa XpoMOCOM HPU XPOMOCOM-
HBIX HApyIICHUSX. AHOMAJIHUA XPOMOCOM TPYIIIIbI
A, B, C, D, E, F, G. AHOManuu mOJIOBBIX XPOMO-
coM. MapkepHbIe U MO3au4HbIe (POPMBI XPOMOCOM.
CTpyKTypHBIC U3MEHEHHSI XPOMOCOM.

TakbIpbIObI

Herisri koMmoHeHt

MoJiekynaabiK 0HOIOTHSA KOHE MeIMIUHAJIBIK reHeTHKA Heri3i

MeauiuHaIbIK KyKaTTaMaaapisl 5Ky prizy.

[{uToreHeTHKaNBIK aHAIU3AepAl TYCIHIPY.

Buoxumuueckue MeTobl B
MC,HHHHHCKOPlI T'CHCTUKC U UX
3HA4YCHUC B MEHHHHHCKOﬁ
TCHCTHUKC

Buoxumudeckre MeETOIbl, BHIBL, 00JacTh NpH-
MEHEHHUSI U 3HaYeHUE. BHOXMMUYECKUH CKpUHMHT
OepeMEeHHBIX U HOBOPOXKAECHHBIX. MaccoBbIe U ce-
JISKTMBHBIE METO/IbI 00CIIe/I0OBaHU IIPU AUATHOCTH-
K€ HACJIEICTBEHHBIX M BPOXKICHHBIX 3a00JeBaHUIl.
Omnpenenenue GepMEHTOB H MX MPOU3BOAHBIX IPH
JIMarHOCTUKE HACJIEIACTBEHHBIX OoNie3Hel, aHaiu3
CIEKTpa aMHHOKHUCIIOT, XHUPHBIX KHCIOT. Merox
Macc-CIEeKTPOMETpUH. PagroMMMyHOXUMHYECKHE
1 UIMMYHO(EPMEHTHBIE METOMBL.

MenUIUHAIBIK TeHETHKA 3EPTXaHACBHIHIAFbI JKYMbIC (3EPTXAHANBIK BIIBICTAPIIBI
JaibIHIay XKoHE T.0.).

MornekynanblK-TeHeTUKAJIBIK aHATU3ICPAl TYCIHAIPY.

Benrinenren TaxplpbinTap OolbIHIIA OastHIaManap, Mpe3eHTalusIap xoHe pede-
parrap naibIHay.

KiTanxaHazLa, FaJlaMTOp/ia XXYMBIC JKacay.

Kupinbl: 198 carar

MeauuuHaNbIK FeHeTHKAAAFbI 3epTTey dicTepi

MeauiuHaIbIK Ky>KaTTaMaaapibl 5KYprizy.

IIpenaranbpHbIif ¥ HEOHATAB-
HBII CKPUHUHT

I'eneTnueckuii CKpUHUHT OCPEeMEHHBIX. DTambl U
YPOBHH TIPOBEICHUS, OMOXUMHUYECKUE MAapKephl
XPOMOCOMHOM 1 BPOXKICHHOHU NATOJIOTUH, METO-

MenunuHaIbIK TeHETHKA 3epTXaHAChIHAAFbI )KYMBIC (IIUTOr€HETUKAJIBIK aHAIN3IEP-
Il OTKI3yre KarbiCy, 3epTXaHaJbIK bIABICTAPIbl JAlbIH/AAY, IUTOTCHETHKAJIBIK

aHaJTM3/IiH HEeri3ri Ke3eHaepi xoHe 1.0.).
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MCﬂI/II_II/IHaJ'IblK TCHETUKA 3€pTXaHACbIHAAFbl )KYMBIC (MO.]'ICKy.]'IaJ'IblK-FeHeTI/IKaJ]blK

OpraHu3zanyst MeIMKo-

VYpoBHU U CTPYKTypa MEIUKO-TEHETUUECKOM CITykK-
651 B PK. JIOKyMEHTBI, perIaMeHTHPYIOIHE Aesi-

2 . .
reHeTryecKkoil ciyx0bl B PK | TeIbHOCTh MeANMKO-TeHETH4eCKOn Ciry:kKObl. DyHK-
UM 1 33/1a41 MEJMKO-TE€HETUYECKOM CITy>KOBI.
3HaueHNe MEAULIMHCKON IeHEeTHKH B MEMIINHCKOM
. HayKe 1 IPaKTHKe. 3Ha4eHNe TeHeTHKH B ipodeccu-
3HaueHne MEIMIIMHCKON reHe- o .
. OHAJILHOM NMPaKTHUKE Bpauei pasInyHbIX ClEUAIb-
3 | THKM B MEJULIMHCKOM Hayke U .
HDAKTHKE HocTel. MeIuIMHCKasl TeHEeTUKa B KapIuoJIOTuH,
P OHKOJIOTMH, aKyIEepCTBE M TMHEKOJOIHMH, Ieina-
TPHH, SHIOKPHHOJIOTHH, TICUXUATPUH, XUPYPTHH.
HcTopus pa3BUTHS MEIUIIMHCKON FTeHETUKHU B MHpE.
Hcropus v STansl pa3BUTUS
4 . PazButue reneruxu B crpaHax CHI. Pa3Burue re-
MEIUIUHCKON TeHETHKU
Hetuku B Kazaxcrane.
Crpoenne kieTku. OpraHeyuibl KIETKHA. 3Haue-
HUe. SIAepHBIid W UTOIUTa3MaTHIECKUI KOMILIEKC.
5 | Knerka. Ctpoenne KIeTKu . N
CtpoeHne KIeTOUHOW CTeHKH, MUTOXOHApUH. Pery-
JISALMSL KJIETOYHOM esITeIbHOCTH.
Monstne o IHK u PHK. Crpoenue Moiexyibl
6 | Crpoenue JJHK n PHK JHK. Ilpununun xommieMmentapHoctu. IIpaBuno
Yapradda. Crpoenne PHK. Buast PHK.
7 Cunte3 Oenka B Opranusme Cunte3 6enka. Craguu cunrtesa 6enka. Tpanckpun-
YeJIoBeKa uwmst JJHK, tpancmsamus PHK, renetuaeckwii ko,
Kuznennslii mukin kinetku. Cranuu. ['amerorenes.
3 JKu3HEHHBIN LMK KIIETKHU. Oorenes. Cragun, ocoOeHHOCTH, 3HaueHue. Crep-
T'amerorenes marorene3. Cragnn, 0COOCHHOCTH, 3HaucHue. Ha-
PYIICHHUS raMEeTOreHe3a.
OMmOpHroHanbHOE paszButTHe. llepuonabl pa3BUTHS
OMmOpuorenes. Kputuueckue P p P P
9 pa3IMYHbIX OpraHoB 1 cucteM. Kpurnueckue nepu-
TIEPUOIbI Pa3BUTHSA
o/1bl pa3BuUTHs. DaKTOPHI, MOBPEXKJAIOIIUE TLION.
Knerounsrii muki. enenue kierok. Mwuros. Cra-
uTosnornueckne OCHOBHI Ha- -
10 A MUTO3a. JlemeHne MOoJOBBIX KIIETOK. Meiio3.
CJIEZICTBEHHOCTH .
Craauun meiio3a. 3HaueHuUe.
[lonsiTne «momymsiMOHHAsT TeHETHKa». MeTombl
[MomyssiMoHHAS TEHETUKA U | TIOMYJISIIIMOHHON TeHETHKU. [€Hbl B TOMYJNSIUIX.
11 | smuIeMHONIOT s HAClIeICTBeH- | 3akoH Xapau-BaitnOepra. Dnuaemuosnorus Ha-

HBIX OOJIe3HEN

cnencTBeHHBIX Oone3neil. Ilonmumopdusm rpymnn
KPOBH.

3 .o
aHaJU3/IEP/i OTKI3yTe KaThICy).
4 | IluToreHeTUKaNbIK aHAIU3AEPl TYCIHIIPY.
5 | MonexkynabIK-TeHeTUKAIIBIK aHAIU3IepAl TYCIHAIPY.
6 JKykri ofienaepre imTeri HOpECTEeHIH Tya OITKEH )KOHE XPOMOCOMAJIBIK TaTOJIOTHSI-
JIapbIHa OMOXUMMSIIBIK CKPUHHHT OTKi3YyTe KaTbICy.
7 JKana TybulFaH HOPECTEHIH TYKbIM KyaJlaFaH IaTOJOTHsJIapblHA HEOHATaJJIbIK
CKPUHUHT OTKI3yTe KaThICY.
8 | Kiramxanaza, FaraMTop/a >KYMBIC JKacay.
9 Benrinenren TakpIpbinTap OOWBIHIIA OasHIaMaiap, Mpe3eHTalusap xoHe pede-
parrap AalbIHIAY.
Kubinbi: 198 carar
XpomocoMaJIbIK aypyJiap
1 | MenuuuHaIbIK Ky>KaTTaManapabl Kyprizy.
MeauIHAITBIK TeHETHKA 3ePTXaHACHIHIAFbI )KYMBIC (IIUTOT €HETHKAJIBIK aHAITH3Iep-
2 | nmi eTKi3yre KarbICy, 3epTXaHAJbIK bIABICTAPAbI JAibIHIAY, LUTOTEHETHKAJIBIK
aHaJIM3/IiH HEeTI3r1 Ke3eHaepi ®oHe 1.0.).
MCIlI/H_II/IHaJ'IbIK TCHETUKA 3€pTXaHaCbIHAAFbl )KYMBIC (MOJ'[CKyJ'[aJ'[bIK-FCHeTI/lKaJ'IbIK
3 aHaﬂl/I3ﬂepﬂi 9TKi3yF€ KaTbICy, 3C€PTXaHAJIBIK bIABICTAPAbI ,Ilaf/’lblH[lay, HOUTOI'CHE-
TUKAJIBIK aHAJIM3/IH HETi3r1 Ke3eHepi koHe T.0.).
4 AMOYNaTOpUSITBIK JKOHE CTAMOHAPIIBIK HAYKACTAPFa MEIUIIMHAIBIK-TeHETHKAIBIK,
KOHCYJIBTaLUs JKYPIizy.
I{uTOreHe THKANBIK aHATU3CP/Il TYCIHAIPY.
6 | MonexynanblK-reHeTHKAIbIK aHAJTU3AEP/Il TYCIHIIPY.
7 «KP ¥Yuarreik I'enerukansik Peructpi» nepexrep 0OaszanapbiabiH aHanmusi. [TA,
XPOMOCOMAJIBIK aypyJiap >KUUIIKTepiH ecentey. Ecentemeni naibinnay.
3 MeHIHATBIK-TEHETHKAIBIK KBI3METTIH ecen Oepy KyKaTTaMacChIHBIH aHAJU31.
EcenremeHi gaibiHay.
9 | KitanxaHaza, FaiaMTop/a )KyMbIC jKacay.
10 Benrinenren TaxkplpbinTap OolbIHINA OasiHIaManap, Mpe3eHTalusIap xoHe pede-
pattap nalbIHjay.
Kubinbi: 198 carar
I'enaik :koHe reHOMABIK aypyJiap
1 | MeauiuHaIbIK KyKarTaManapibl XKYprizy.
MeauIuHaIBIK TeHeTHKa 3ePTXaHACBIHAAFEl JKYMBIC (MOJIEKYIaJIBIK-TeHETHKABIK,
2 | anamus3zepai eTkisyre kareicy: JJHK Oeuin any, amrmuindukanus, pecTpuKkiys, Jie-

TEKIIHs).

Hroro: 36 yacos
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MIPOBEJICHHUS] CHHPOMOJIOTMYECKOM TMarHOCTUKH HACIIEICTBEHHOW TaTOJIOTHH;
[IPOBECTH pacyeT U aHaJIM3 IOoKa3aresiell IepuHaTalIbHON 3a00JIeBaEMOCTH U CMEPT-
HOCTH OT I'€HETHUYECKUX HApYIICHUI B PErHOHE;

pacuera JIedeOHOM AUETHI sl OOTBHOTO (PEHHIIKETOHYPUEH.

2 Pacrlpezleﬂemle YacoB JUCHUIIJIMHBI

[Ipo¢punupyromme AuCHUNIMHBI

AMOYNaTopusUIIBIK KOHE CTAI[OHAPIIBIK HayKacTapFa MEIUIMHAIBIK-TeHETHKAIIBIK

AynIuTOpHBIE Yachl
Ne Jucumuminna Jex- | TMpaxrmue- | CPP
Bcero
OUH | CKHe 3aHATHSA
1 MOHCKyHﬂpr.H OUOIOTUsl U OCHOBBI 396 36 360 198
MEJIUIMHCKON I'eHETHUK
) MC”EO,Z[LI UCCJICIOBAHMS B MEC/HIHH- 396 36 360 198
CKOIl reHeTHKe
XpOoMOCOMHBIE GOJIE3HU 396 36 360 198
4 | T'ennble 1 TeHOMHBIE OOJIE3HU 396 36 360 198
5 bonesnn ¢ HacnenCTBEHHBIM TIpe- 396 36 360 198
pacronoxeHneM
6 MeauKo-reHeTHUECKOe KOHCYJIBTUPO- 396 36 360 198
BaHME
Ob1ee K0JI-BO 4aCOB 2376 216 2160 1188

3 [IpuMepHbIii TeMaTHYeCKUH NJIaH U cofep:kaHue NPOGUIHPYIOLIUX AUCHUTIIHH

3.1 lIpumepHbIii TEeMATHYECKHIi MJIAH JeKIUH

Tema Conep:xanue

O0n3aTe/IbHBII KOMIIOHEHT

MoJiekyasipHasi 0MOJIOTHS M OCHOBBI MeTUIIMHCKON reHeTHKH

IlonsiTne «MeAUIMHCKAs TEHETUKA». 3aJadyd Me-
JIMIUHCKON TeHeTHKH. B3anMocBsizp ¢ Apyrumu
Hay‘lelMl/l HaHpaBJ’lCHI/IﬂMI/I U CICHUAJIBHOCTSIMMU.
MenunuHCKasi TeHETHKAa KaK HaykKa M €€ MECTO B
CHCTEME MEIUIIMHCKAX 3HAHUM.

BBenenune B MeTuIMHCKYIO
TEeHETUKY
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3 .
KOHCYJIBTAIHS KYPrizy.

4 | MonexynajibIK-reHeTUKaJIBIK aHaJIN3AEpl TYCIHIIpY.

5 3ar anMacyablH TYKBIM KyalaraH aypyJapbl Ke3iHle OMOXMMHSUIBIK aHaT3AEpAl
TYCIHAIPY.

6 3aT anMacyabIH TYKBIM KyaslaFaH aypynapsl Oap 6anagapra eMIiK TaMaKTaHAbIPYAbI
ecenTey.

7 TyKbIM KyaslaraH >KOHE Tya OITKEH MaToJoTHsuIapbl 0ap HayKacTap/AblH MeIu-
LUHAJIBIK-TE€HETUKAJIBIK KapTaChIH TOJITHIPY.
OpTypiii TYKbIM KyaJlaFaH MaToJorusiap Ke3iHaeri Haykac (eHOTHITIHIH aHaJIN3.

9 | TyKpIM KyaJlaraH HaToOJIOTHsUTapABIH CHHAPOMAIIBIK THArHOCTUKACHL.

10 TykbIM KyanaraH aypyiap OOWBIHIIA KOMITBIOTEPIIK aKIapar-IuarHOCTHKAIIBIK
JKYHe MEeH JiepekTep 0a3achlH KOJIJIaHy.

11 | Koncuuymiepre Karbicy.

12 «KP ¥nrreik TeHerukaibik Peructpi» nepekrep OaszanmapbinbiH aHanusi. J[TA
JKUITITiH ecenrey. Ecenrremeni naibiaay.

13 MeauIHAIBIK-TEHETHKAIBIK KBI3METTIH ecen Oepy KyKaTTaMachIHBIH aHAIU31.
EcenremeHi naibiazay.

14 | I'eHeTHKANBIK aHAMHE3Te KaHbIK OTOACHUIAPBIMEH KYMBIC iCTeY.

15 | Kitanxanaza, raiamTopza KyMbIC JKacay.

16 Benrinenren takpIpbintap OolblHIIA OassHAaManap, Mpe3eHTausuiap xaHe pede-
partap naibIH/ay.

17 | TypFeIHIapFa MEUIIMHAIBIK-TCHETHKAIIBIK OUTIMJII HACHXATTay.

18 | Pe3ugenTypa ThIHAAPMAHBIHBIH HOPHOIUOCHIH KYPACTHIPY.
Kubinbl: 198 carar

TykbIM Kyanayra Oeilimainik aypyaap

1 | MeauiuHaIbIK Ky)KarTamanapibl XKYprizy.
MeauIHaIBIK TeHeTHKa 3ePTXaHAChIHAAFEl JKYMBIC (MOJIEKYIaJIBIK-TeHETHKABIK,

2 | anamuszepai eTkisyre kareicy: JIHK Oeunin any, amrmuindukanus, pecTpuKkiys, Je-
TEKIINs).

3 AMOyYnaTopusUIIbIK XKOHE CTAI[OHAPIIBIK HayKacTapra MeIUIMHAIBIK-TeHETHKAIIBIK
KOHCYJIBTaIUs XKYPrizy.

4 | MonexynajbIK-TeHeTHKAJIBIK aHAINU3ACP/Il TYCIHIIIPY.

5 TyKpIM KyajaraH XoHE Tya OITKEH MaToJOTHsUIapbl 0ap HayKacTapAblH MEIUNH-
HaJIBIK-TCHETHKAJIBIK KaPTAChIH TOJITHIPY.

6 | OpTYpi TYKBIM KyaJlaFaH IaToJIOTUsIIap Ke3iHAeri HayKac (peHOTHITIHIH aHaIH31.
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7 | TyKbIM KyaJlaFaH IaTOJOTUsIApAbIH CUHAPOMANBIK JHATHOCTUKACHL.

3 TyKpIM KyanaraH aypyiap OOWBIHIIA KOMIBIOTEPIIK aKMIapaT-AHarHOCTHKAIBIK,
xKyile MeH Jiepekrep 0a3achlH KONJAHY.

9 | Korcunmymaepre Kartbicy.

10 «KP ¥uarreik I'enerukansik Peructpi» nepexrep OasanapbinbiH aHanmusi. [ITA,
«MinzaerTi Typae Tipkey» ATA xuinirin ecenrtey. Ecenremeni gaiibiHaay.

1 MeauIUHAIBIK-TeHETUKANBIK KbI3METTIH ecell Oepy KyKaTTaMachIHbIH aHaJIu3i.
Ecenremeni naiibinzay.

12 | I'eHeTHKaNBIK aHAMHE3Te KaHbIK OTOACHUIAPBIMEH JKYMBIC I1CTeY.

13 | KitanxaHana, FaiaMTOp/ia )KYMBIC XkKacay.

14 Benrinenren TakplpbinTap OOWBIHINA OasiHIaMaiap, Mpe3eHTalusap xoHe pede-
patTap JalbIHay.

15 | TyprolHgapra MeIULIUHAIBIK-TE€HETUKAIIBIK OLTIMII HACUXATTay.

16 | Pesunentypa ThIHIapMaHBIHBIH TOP(OIHOCHIH KYpPacThIpY.
Kubinbi: 198 carar

MeauuuHAIBIK-TeHEeTHKAIBIK KOHCYJIBTALUSA KYPrizy

1 | MeauuuHaibIK Ky>KaTTaMalapabl XKyprizy.

) AMOyYaTopusUIbIK XKOHE CTAI[OHAPIIBIK HayKacTapra MeJIUIMHAIIBIK-TeHETHKAIIBIK
KOHCYIJIBTALUs JKYPTi3y.
TykpIM KyallaFaH TIaTOJOTHSUIAp KE3iHAEri IMTOTeHETHKAJbIK, MOJEKYIaJIbIK-

3 | IUTOTEHETUKAIIBIK, MOJIEKYJIAIBIK-TEHETHKAIIBIK KoHE OMOXUMUSIIBIK aHATH3AEePIl
TYCIHAIpY.

4 | Irreri HOpecTe XPOMOCOMAIIBIK MATOJIOTHSJIAPBIHBIH CAPBICY MAPKEPiH TYCIHAIPY.

5 ImrTeri HopecTeHIH XPOMOCOMAJIBIK JKOHE Tya OITKEH NaTONOTIMsuIapbIHbIH Y/I-
MapKepiH TYCIHAIPY.

6 | HeoHaraJiplK CKPUHHHT JIEPEKTEPIH TYCIHIIPY.

7 TyKbIM KyaJlaFaH >KOHE Tya OITKEH MaTOJOTHsuIapbl 0ap HayKacTap/blH MeEIu-
LUHAJBIK-TEHETHKAJIBIK KapTachIH TOITBIPY.
OPpTYpIi TYKBIM KyajlaraH MaToJIoTusuIap Ke3inaeri Haykac ()eHOTUIMIHIH aHaIM31.

9 | TyKbIM KyaJlaFaH IaTOJIOTUsUIAPAbIH CUHAPOMAbIK JHArHOCTUKACHL.

10 TykpIM KyanaraH aypyiap OOWBIHIIA KOMIBIOTEPIIK aKHmapaT-AHarHOCTHKAIBIK,
XKYiie MeH JiepeKTep 0a3achlH KOJIJaHy.

11 | Koncunnymaepre KaTbICy.

12 | TeHeTHKAIIBIK aHAMHE3Te KaHBIK 0TOAChUIAPBIMEH JKYMBIC ICTEY.

13 «KP ¥nrreik I'eneruxansik Peructpi» nepexrep 6a3anapbiublH aHanusi. ATA, eni

TYbUIFaH/BIK, IICPUHATAJIABIK KOHEC €PTC HCOHATAJIABIK OJIIM-KITIM KGpceTKiIJ_I-
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*  [IOKa3aHWs U CPOKU OEPEMEHHOCTH /IS IPOBEIEHUS IOPOJIOBOI TMATHOCTHKH;

*  NPUHLUIBI U TEXHUKY MPOBEICHHS NPEHATAIbHBIX MHBAa3UBHBIX METOIOB JHArHO-
CTHKH B Pa3JIMUHbIE CPOKH OEPEMEHHOCTH;

*  TIOKa3aHWs JUIS PpepbIBaHus OEPEMEHHOCTH 10 TEHETHYESCKUM ITOKAa3aHHsIM;

*  IPUHLUIEI NPODUIAKTHKI HACTIEACTBEHHOH U BPOXKACHHOM MAaTOJIOTHH;

*  TIPUTOTOBJICHHUE U AaHAJH3 IPENapaToB KIETOYHBIX KyJIBTYp U3 OHOJIOTHYECKHAX MaTe-
pHAaJIOB IS IPOBEIEHUS LIMTOI€HETHYECKOTO UCCIIEA0BaHHUS;

e 00IIMe IPUHIMIIEI TPOBEICHUS MOJIEKYIISIPHO-TCHETHIECKOTO UCCIIEI0BAHNS;

*  OCHOBBI MEIMIIMHCKOM IICHXOIOTHH, 3TUKU U JIEOHTOJIOTMH B MEAUIIMHCKOM IEHETHKE;

YMeThb:

*  NpOBOAUTH (EHOTUITUYECKUN OCMOTp OOJIBHBIX;

*  rpaduyecku U300pazuTh U MPOAHAIUZUPOBATH POJOCIOBHYIO;

*  mpoBecTH 00bEKTUBHOE HCCIIE0BaHUE IPOOaH/Ia 10 OpraHaM U CHCTEMaM;

*  CBOEBPEMEHHO ONpPEJEIUTh CHHAPOMAIIbHBII JHAarHO3;

*  TPOBECTH pacyeT reHeTHYECKOTO PUCKa;

*  OIpEAENUTH MPOTHO3 PAa3BUTHUS 3a00JICBaHKS B CEMbE IPH Pa3IMuHBIX Gopmax Ha-
CJICIICTBEHHBIX 3a00JIeBaHHH;

*  TPOBECTH KOMIUICKCHOE MEANKO-TEeHETHUECKOE KOHCYIFTUPOBAHNE OEPEMEHHBIM;

*  TPOBECTH KOMIUIEKCHOE MEIMKO-TeHETHYECKOe KOHCYJIBTUPOBAHHE CEMBSIM C Ha-
CIICJICTBEHHOM I1aTOJIOTHEH;

° IIPOBECTH KOMINUIEKCHOC MCANKO-TCHCTUYCCKOC KOHCYJIBTUPOBAHUEC CEMBAM, TIIAHU-
PYIOLIUM OEpPEMEHHOCTb;

*  (QopMupOBaTh IPYIIIBI pUCKA OEPEMEHHBIX U CEMEH 10 BPOXKICHHON U HACJIEICTBEH-
HOM I1aTOJIOTHH;

*  IPOBECTH pacyeT W aHaJIu3 NOKazaTesel epuHaTalIbHON 3a001€BaeMOCTH U CMEPT-
HOCTH OT I'€HEeTHUYECKUX HApYIICHUI B PErHOHE;

*  BECTHU PETHCTP BPOXKICHHBIX IIOPOKOB Pa3BUTHS B PETHOHE;

¢ 000CHOBATh TAaKTHKY JIEUEHHsI OOIBHOTO peOeHKa C HAaCJeCTBEHHBIM J1e(EeKTOM 00-
MEHa BEIIECTB;

e oneHuTh 3QGEKTUBHOCTD AMETOTEPAIIUH TP HACIEICTBCHHBIX OOJIE3HIX OOMEHa;

*  0(opMHUTH COOTBETCTBYIOUIYIO MEAUIMHCKYIO TCHETHUECKYIO JOKYMEHTALHIO;

*  OLCHUTbH PE3yNbTaThl Ta0OPaTOPHBIX U CHELUATIBHBIX METOAOB JUATHOCTHKH;

*  OLEHUTH AaHHbIC Y3M Ha pa3nuyHbIX CpOKax OEpeMEHHOCTH;

*  OLCHUTH PE3yJIbTaThl OMOXUMHYECKOTO CKPUHHHTA,

*  OLCHUTH PE3yJIbTaThl HHBA3UBHON JIMarHOCTUKH XPOMOCOMHOW W MOHOTCHHOMW Ia-
TOJIOTHH;

BJIa/IeTh HABBIKAMU:

*  TPOBEJCHHMS FeHealOrnIeCKOTO aHAN3a POAOCIOBHON CEMbH C HACIIEACTBEHHOI Ma-
TOJIOTHEN;

*  pacyera TeHeTHYECKOTO PUCKA IPH PA3IMIHBIX THIIAX HACIIECTBEHHBIX 3a00JICBaHMUI;

*  rpaduvecku u300pa3uTh U MPOAHAIUZUPOBATH POJIOCIOBHYIO;
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1 ITosicHuTE ILHAS 3aMUCKA

Beenenne

MeuIHCKass TeHeTHKa CTAHOBUTCS ONHON W3 (DYHIAaMEHTAIbHBIX JUIS MEIUIMHBI
HayK, HapaBHE ¢ Ouoxmmuel, Gusnonorueil, IMMyHOIOTHEH, U BHOCUT CYIIECTBEHHbIH
BKJIaJ] BO BCE Pa3/eibl COBPEMEHHOW KIMHUYECKOH MeauIMHbl. JlanpHelee pa3BuTUe
KIMHUYECKOW MEIHIIMHBI Hepa3phIBHO CBA3aHO C MOHMMAHHUEM POJIM HACIEICTBEHHOCTH
B OIPECIICHHH 30POBbS M MATOJIOTUH YeJIOBEeKa, 3HAHMI OCHOBHBIX (DOPM HACIIEICTBEH-
Ho# maroiorun. OJHUM U3 TIIABHBIX YCIOBHHN JAJIbHEHIETO YIyYLIIeH s TOMOIIH Hacele-
HUIO SIBIISIETCS TIPEJICTaBICHUE O TeHETHUECKOH AeTepMuHanun 3adoneBanns. OObEKTOM
HaOJTFOICHUST Bpada OyayIlero IO/DKeH ObITh HE TOJILKO OOJNBHOM M BCS €ro CeMbs. IJTO
HOBasi KOHIIETIINS «IEPCOHN(GHUIUPOBAHHONH MEANIMHBD), OCHOBAHHOI Ha COBPEMEHHBIX
MEIUKO-TeHETHYECKUX 3HAHUSIX.

eab TMCUMIINHBI:

TIpuoOpereHre u ycoBepieHCTBOBaHUE MPO(ECCHOHAIBHBIX HABBIKOB IO CIICIHATbHO-
CTH, BKJIFOYAIOLIEH MOJTy4YeHHE HOBBIX TEOPETHUYECKUX 3HAHUI 00 STHOJIOTHH 1 IATOTeHE3e
HACJIe/ICTBEHHBIX 00JIe3HEeH, paHHEH JMarHOCTHKE, TPO(MUITAKTHKE U JICYEHUH BPOXKICHHBIX
Y HACJIe[ICTBEHHBIX 3a00JIeBaHU I, 0CBOCHHE BOIIPOCOB OPraHU3aIMU MEINKO-TeHETHYECKON
ITOMOIIIH.

3apauu JAMCHUNINHBI:

[ToaroToBUTH CHIEIUANNCTA TSI CAMOCTOSITETLHOTO MPOBEACHUS MEANKO-TEHETHYECKOTO
KOHCYJABTHPOBAHUSI C WCIOJIH30BAHMEM BCEX COBPEMEHHBIX JOCTH)KEHHUH MEIUIINHCKON
TCHETHKH B BOIPOCAX JIMArHOCTUKH, MPODUIAKTUKHI U JICYCHUS HACIICICTBEHHON 1 BPOXK-
JICHHOM IaTOJIOTHH.

KoHneuHble pe3yJbTaTbl 00y4eHHs
Pe3ugeHT norxeH
3HATh:
e 00wIKe BONPOCHl OPraHU3aluN MEUKO-T€HETHYECKOM TOMOIIH HACEIICHHUIO;
*  OCHOBBI OOIIEN TEHETHKH YEJIOBEKA;
*  STHOJIOTHIO U MATOTEHE3 BPOXKACHHBIX TIOPOKOB PA3BUTHS W HACIEICTBEHHBIX 3a00-
JIEBaHU;
*  METOJbI IUTOTEHETUYECKON IMarHOCTUKH XPOMOCOMHBIX HapyIICHHUH;
*  OCHOBBI ITOMYJISIIIMOHHOW TEHETHKHU YEIIOBEKa;
e 00LIYI0 KIMHUYECKYIO XapaKTePUCTHKY, 0COOCHHOCTH TECUCHHSI, TUATHOCTHKH H Jie-
YCHUS HACJCACTBCHHBIX 3a00/ICBaHMIA;
*  NPUHLUIBI AUCIAHCEPU3AUK OCPEMEHHBIX I'PYIIbI PUCKA, OOJBHBIX M YICHOB WX

ceMelit;

*  OPUHIUIB MAaCCOBOTO CKPUHUHTA HOBOPOXKACHHBIX HA HACIICACTBEHHbIC OOJE3HU
oOMcHa;

*  TPUHIUIBI TEHETHYECKOTO CKPUHUHTA OSpPEeMEHHBIX B Pa3IMYHbIE CPOKH OepeMeH-
HOCTH;

38

TepiHiH JKULUIIriH ecentey. Ecentemeni naibiniay.

14

MeunuHaNbIK-TeHeTUKAIBIK, KbI3METTIH ecen Oepy KyKaTTaMachIHbIH aHaJH3i.
Ecenremeni naiibinzay.

15

Kirarxanaa, FaramMTopaa )KyMbIC jKacay.

16

Benrinenren TakplpbinTap OOWbIHINA OasiHIaManap, Mpe3eHTalusap xoHe pede-
patTap JanbIH/ay.

17

TyprbIHIapFa MeIUIMHAIIBIK-TeHETUKAIIBIK O11IM1 HaCUXaTTay.

18

PesI/meHTypa ThIHAapMaHbIHbBIH HOp(bOJ'II/IOCI)IH KYpacThIpy.

Kubinbi: 198 carar

4 OKY :k9He OKBITY djicTepi

JapicTep: moy, mpodieMabIK.

CemuHapiaap MeH NPaKTHKAJBIK cabdakrap: TykpIM KyamaraH aypysa-
pel Oap HaykacTapra, T'CHETHKAJbIK aHAMHE3Te KaHBIK OTOAChLIapbIHA, JKYKTI
Jifennepre MeAWIMHAIBIK-TEHETHKAIBIK KOHCYJABTALUS JKYPTi3y, MEIWUIMHAIIBIK
KyKaTTaMalap/pl KYprizy, MEIULIHHAIBIK-TEHETHKAIBIK KOHCYIbTAlUSHBIH OpTYpIIi
OeiMIIeNIepiH/IC JKYMBIC Kacay, KOHCHIIMYMJIEPre, COHBIH IIIiH/AE TPEHATAIIBIK
KOHCHWJIMYMI'€ KaTbICY, TAKBIPBITNITBIK HAYKaCTapAbl Tajlaay, IIaFbIH TOIITapAa KYMBIC
icTey, mikipranac, mpe3eHTanusiap, kepi 6ailaHbic, FUILIMU-IIPAKTUKANIBIK, KOH(e-
PEHUMSIIAP/BI YIHBIMIACTBIPY.

Pesupentrepain e3inaik xymbichl (POXK): TykelM Kyanaran aypyaapbl Oap
HAayKacTapra, TeHETHKAJBIK aHaMHe3re KaHbIK OTOAChUIApbIHA, JKYKTI oernjepre
METUIIUHAITBIK-TEHETUKAIIBIK KOHCYJIBTAlUsl JKYPTi3y, MEIUINHATIBIK-TCHETHKAIBIK
KOHCYJIBTAIIMSHBIH, ~ OPTYpJi  OeMiMINeNepiHie JKYMBIC Kacay, TYPFbIHAApFa
MeIUIUHAIBIK-TeHeTUKAIBIK  Oimimal  Hacuxartay, «KP ¥Yurreik [eHeTHkambik
Peructpi» nepekrep OazamapeiMeH JkyMbic dkacay, KP ¥I'P OoiibiHina ecemn
Oepy JepeKTepiH, MEIMIUHAIBIK-TCHETUKAIBIK KbI3MET OOWBIHIIA ecerl  Oepy
Ky)KaTTaMaJIapblH JalbIHJdy, FHUIBIMH-OKY O/JeOMeTTepiMEH KoHE Oakpliay-
oJIIIey KYpajaJapbIMEH JKYMBIC iCTey, MEANIMHAIIBIK-TCHETHKANBIK KapTaHbl XkKazy,
Hpe3eHTalMsIFa AaiibIHAaNY, MOPT(OINO KYpacThIpy.

5 Binimpai 6aranay
AFBIM/IBIK 7K9HE MesKeJiK 0aKpliay: OutiM OepeTiH YilbIM aHBIKTal bl

KopbIThIHABI GaKblIAY: TeCTijIey/oHIIMENIeCy JKOHEe MPaKTHKAIBIK MallbIKTap/Ibl
Oararyay CHETiH eMTHXaH.
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6 KiimHukaJbIK 0a3a

MeauIHATBIK TeHETHKA 3ePTXaHAChl, KYpaMbIHA MEAUIIMHAIBIK-TeHETUKAJIBIK KOHCY/Ib-
TaIysl, IMTOTCHETUKANIBIK 3€PTXaHa, MPEHATANIBIK CKPUHUHT 3ePTXaHACKI, HEOHATAN/IBIK
CKPUHHHT 3€PTXaHAChI, MOJICKYIAJbIK-TCHETUKANBIK 3€PTXaHa, 3aT aJMacyIblH TYKbIM
KyaJjlaFaH aypylapblHbIH 3€PTXaHANBIK AUATHOCTHKACHI KOHE MPEHATAJIBIK TUArHOCTHKA
Oemimmieci Kipesi.
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