DenepabHOE rOCY1apCTBEHHOE OI0DKETHOE HAYYHOE YUPEIKICHHE
«TOMCKHWH HAIIMOHAJIbHBIN UCCJIEJOBATEJIbCKA MEIUIIUHCKUN
IIEHTP POCCUMCKOM AKAJTEMHH HAYK»

(Tomckuit HUMII)

YTBEPXIAIO
. “=upgxrop Tomckoro HUMI|

B.A. Crenanos

/7734 2023 r.

PABOYASA ITPOI'PAMMA JJTUCHOUIIJIMHBI
JIABOPATOPHAS TEHETUKA

CrenuaisHOCTh
31.08.06 JlaboparopHas reHeTuKa

VYpoBeHb BeIcIero oopa3oBaHus
[ToaroroBka KaapoB BhICIIEH KBaTH(UKAIIUN B OpAUHATYpE

Kpamudukarms
Bpau — mabopaTopHBbIif rFeHEeTHK

Tomecek - 2023



CocTaBurenan(in):
No @avuans, M4, Y4enas cTeIEHb, 3anuMacMad T0IKHOCTE
I OTUECTBO 3BaHHE
1. | IlyseipeB Banepuii Axanemuxk PAH, 1.M.H., Hayunsiit pykorogurtens HUA
[TaBnoBuy npodeccop MEIULUHCKOH I'€HETHKH
2. | Hazapenxo Mapus J.M.H. Pykogonurens naboparopuu
Cepreesna nonyisiitHoHHoN redetuxd HUU
MEIUIIMHCKOH TeHETHKH
3. | Camokogra Omera K.M.H., noniesT Crapiuii HayuHBIH COTPYIHUK
ATleKcaHIpORHA Jadoparopun HacjieICTBEHHOR
nartonorun HVIM mMenuimacKkon
TeHETUKH
4. | CxnetimoBa Mapus Bpau naboparopHbii-reHeTHK
Mzuxaiinosna HHW mequnuHCcKod reHeTHKHA

PaGoyast nporpamma o0cyxaeHa i ono0peHa Ha 3aceqaHuu Y 4eOHO-MeTOIHYeCcKOro COBeTa
IIpotoxon Ne 2 ot «22» mas 2023 rona.
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Cexpetaps Y4e0HO-METOIMYECKOr0 COBETA e - A.E. Tymamosa

OcnoBuas npodeccuoHanbHas o0pazoBaTeNlbHas INporpaMMa  BBICHIETO  00pa3oBaHUs —
nporpamma opJEHaTypsl o cnenuanbHocTd 31.08.06 JlaGoparopuas resetura obcyxkiaeHa H
oxo0peHa Ha 3aceanuy YdeHoro coBera (1rpotokos Ne 6 ot «30» mast 2023 rona).




1. llesan ocBOEHMS AN CIMIIJIMHBI

Ilenpto  W3ydeHHs  AWCIUIUIMHBI  SBJSICTCS.  MOATOTOBKA  KBAJIU(DHUIIMPOBAHHOTO
CIeIUaliCTa, OONAMAOIIero 3HAHUSMU TEOPETUYECKUX OCHOB MEIMIIMHCKOW T'e€HETHKH,
COBPEMEHHBIX OHMOXMMHUYECKHX, IUTOTCHETHYECKUX W MOJECKYJISIPHO-TEHETHYECKUX METOJIOB
JIMarHOCTHUKH HACJIEICTBEHHBIX 3a00ICBaHUN.

3amayn JUCIIUTUIAHEL:

1. [IpuobOpeTenne 3HaHUI O COBPEMEHHBIX JOCTHKCHHUIX METUIIMHCKON T€HETUKH

2. [IpuoOperenne opauHATOpPaMU 3HAHUM COBPEMEHHBIX METOJOB JAHArHOCTUKH,
HAaCJIEACTBEHHBIX 3a00IE€BaHNU;

3. [Toryuenue 3HaHUI 00 0OCOOCHHOCTSIX KIMHHUKH, OMOXMMHYECKON TUATHOCTHKHU U
JIeUeHHUs HACJIEICTBEHHBIX 00JIe3HEl 00MeHa

4, [TonydyeHne OCHOBHBIX 3HAHWU M HABBIKOB IO LIMTOT€HETUYECKOW ITHArHOCTHKE
YHUCJIOBBIX U CTPYKTYPHBIX XPOMOCOMHBIX aHOMaJIMI

S. [TpuoOperenue 3HaHUM W HaBBIKOB O COBPEMEHHBIX J1a0OPAaTOPHBIX METOAAX

JAHK-ananu3a u rpaMOTHOM HHTEpPHpPETALMH PE3YJbTaTOB MOJEKYJISIPHO-LIUTONEHETUYECKUX
HCCIICIOBAHNIA;

6. OBnageHue MeTojaMH  NMPOPUIAKTUKH  HACIEJICTBEHHOHW  IATOJIOTMH U
BO3MOXHOCTSIMHA MOJICKy.II?IpHOﬁ TCHCTHUKHU B paSJII/ILIHI)IX O6JIaCT$[X COBpeMeHHOf/'I MCIII/IHI/IHCKOI\/JI
HAyKU U IPaKTUKH.

2. MecTO AUCHUIJIMHBI B CTPYKTYPe OCHOBHOI NpodecCHOHAIbHONH 00pa30BaTeIbHOM
nporpammsl (OIIOII) opaunaTypbl

Vuebnas aucnurmnuHa «JlabopatopHasi reHeTMKa» BXOIUT B 0a30Byr0 yacTh bioka 1
«ducuummnel (Moxynu)» yuebnoro rana OITOIT opaunatypsl mo cnenuaisHoctn 31.08.06
JlaGopaTopHas reHeTuka.

3. TpeboBaHus K pe3yJabTaTaM OCBOEHUS] TUCHUIIMHBI

3.1. Komnerenuuu opauHaTopa, d¢opmMupyemMble B pe3yJbTaTe OCBOEHHS

AUCHMILTUHBI

HucuunnuHa «JlabopaTopHas TeHETHKa» CHOCOOCTBYET (DOPMHPOBAHHIO CIEAYIOLIUX
KoMmreTeHui, mnpeaycMoTpeHHbix @OI'OC  opaunatypsl mo cneuuanbHoctd  31.08.06
JlaGopaTopHas reHeTHKa!

a) yHuBepcajbHble komnerenuun (YK):

— TOTOBHOCTb K a0CTPaKTHOMY MbIIIUICHHUIO, aHam3y, cuHTe3y (YK-1);

0) npodeccnonanbubie komnerenuuu (IK):

—TOTOBHOCTH K OCYIIECTBICHHUIO KOMIUIEKCA MEPOIIPUITHH, HAIIPABJICHHBIX Ha COXPaHEHHUE
W YKpeIUIEeHHWEe 37I0pPOBbsl U BKIIOYAIONIMX B ceOs (opMuUpoBaHWE 3T0pOBOTO o0Opa3a >KH3HH,
OpeIynpex/IeHue BO3HUKHOBEHUS W (WJIM) pPacHpoCTpaHeHus 3a0o0JeBaHUU, HX pPaHHIOK
JMAarHOCTUKY, BBISIBJICHWE TPHYUH W YCIOBHH WX BO3HUKHOBEHHS W pPa3BUTHS, a TaKxke
HalpaBJIEHHBIX HA YCTpaHEHHUE BPEJAHOTO BIUSHMSA Ha 3J0POBbE UeIOBEKa (PaKTOPOB CPEIbl €ro
oburanus (IMK-1);

— TOTOBHOCTh K TPOBEACHUIO MPOMUIAKTUYECKHX  MEIUIUHCKHX  OCMOTPOB,
JMCTIAHCEPU3allM W OCYIIECTBJICHUIO TUCITAHCEPHOTO HAOIIOACHUS 3a 3[0POBBIMH H
xpornyeckumu 6obHbIME (ITK-2);

—  TOTOBHOCTH K MPUMEHEHUIO COITUATbHO-THTHEHHYECKUX METOIUK cOOpa M MEIAMKO-
CTaTUCTHYECKOTO aHAN3a HH(POPMAITUH O TOKA3aTEINAX 310pOBbs B3pOcibIX 1 moapocTkos (ITK-
4);

- TOTOBHOCTL K OHNPCACIICHHUIO Y MAIIUCHTOB MATOJIOTHUYCCKUX COCTOSIHI/Iﬁ, CHUMIITOMOB,
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CHHIPOMOB 3a00JI€BaHUM, HO30JIOTHYECKUX (OPM B COOTBETCTBUU C MeXayHapOIHON
CTaTUCTHYECKON KaaccuuKaiei 6ose3Hel u npoodiieM, cBsi3aHHbIX co 310poBbeM (IIK-5);

— TOTOBHOCTbH K IPUMEHEHHUIO TUarHOCTUYECKHUX JaOOPATOPHBIX T€HETUYECKUX METOI0B
UcCcIe0BaHui ¥ uHTeprperauu ux pesynbraroB (IIK-6);

— TOTOBHOCTHh K (OPMHUPOBAHUIO Yy HACElIeHUs, MAIUEHTOB M UJIEHOB HX CeMeil
MOTHBALIUM, HANpPABICHHON HA COXpPAHEHHE M YKPEIJICHHUE CBOETO 3JI0pPOBbS M 370POBbS
okpysxkaromux (ITK-7).

3.2. Pe3yabTaThbl 00y4eHHs 10 TUCHUIIJIMHE

B PE3yJabTaTC OCBOCHHA JUCHHUIIJIMHBI OPAXUHATOP AOJIKCH!

3HaThb:

1. TeopeTrnueckre OCHOBBI KJIMHUYECKOTO MBIIIIJICHHUS.

2. TeopeTrueckre OCHOBBI METOJOJIOTHM TIOCTAHOBKH JIMAarHO3a C ITOMOIIBIO
71a00paTOPHBIX METOJIOB JUATHOCTHUKH.

3. ANTOPUTMBI  TIPOBEACHHS  JIAOOPATOPHOW  JUATHOCTHKU  HACIIEIACTBCHHBIX
0oe3HEN.

4. MoJteKyIsIpHO-TEHETHICCKHE OCHOBBI OpraHu3aIuu u pean3anuu
HaCJICJACTBEHHON MH(pOPMAIIIH.

S. OcobeHHOCTH OpraHU3aIluy U U3MEHUYUBOCTH T'€HOMA YeJIOBEKa.

6. Knaccudukanmro HacIeICTBEHHBIX OOJIE3HEH.

7. Tunel HaciIeIOBaHUS TEHETUYCCKUX BAPUAHTOB, ACCOMMUPOBAHHBIX C PA3BHTHEM
HACJICJICTBEHHBIX U BPOXKJICHHBIX 3a00JICBaHUA.

8. DHnureHeTHYEeCKUe OCHOBBI HACIIECTBEHHOM TaTOJOTHH YEJIOBEKA.

9. [TomynsIIMOHHO-TEHETHYECKHE 0COOEHHOCTH u MUKPOIBOITIOIIHOHHBIE

MCXaHU3Mbl BO3HUKHOBCHUS, PACHPOCTPAHCHHUA W IJJIUMHUHALIUKA TCHCTUYCCKUX BAPHUAHTOB B
MOMmyJIAnugx. CDaKTOPBI HOHy.]'IHLIPIOHHOfI JUHaAMHWKH.

10. OcHoBBl (OPMUPOBAHUS MOMYJISILIMOHHO-CIIEIU(DUYHBIX M 3THO-CHEHU(PUIHBIX
HACJIC/ICTBEHHBIX OOJIE3HEH.

11. Bo3moxHOCTH ¥ OrpaHHYEeHMs] COBPEMEHHBIX METOJ0B  J1abOpaTOpHOM
JIMarHOCTUKHU HACJIEJICTBEHHBIX O0JIe3HEH.

12. OcHoBHble TpeOoBaHUS K mpuOopaM H OOOpPYNOBAaHUIO [UIsl HPUMEHEHUs
MHCTPYMEHTAJIBHBIX METOOB J1a00PaTOPHOU JUATHOCTHKH.

13. OcHOBHBIE TPEOOBaHUSI K OPTaHHU3AIMU CTaHJAAPTHBIX OMEPAMOHHBIX MPOLETYP
IpY IPOBEIEHUH Ja00paTOPHOI TUArHOCTUKH.

14. OcHoBHble TpeOOBaHUS K OpraHU3alui KIMHUKO-IHarHOCTUYECKON J1abopaTopuu
B MEJIMKO-TeHETHYECKOI ciyx0e.

15. [IpyHIMIIBI W ypOBHU OpraHU3aldd MEIUKO-TEHETHYECKOH CIyXObl B
Poccuiickoit @enepanuu.

16. MeTonsl  mpeAaynpexIeHHs pa3BUTUSL  HACJIEJICTBEHHBIX 3a00ieBaHUM U

BPOXKJICHHBIX TTOPOKOB Pa3BUTHS; MEPOINIPHUATHS MO (POPMUPOBAHHIO 3A0pPOBOro oOpas3a >KU3HU;
(dakTopbl prCcKa, IPOBOLMPYIOIINE PA3BUTHE aHOMAIMM Pa3BUTHA Y YEJIOBEKA.

17. [TpuHIMIBI ¥ HOPMATHBHO-TIPABOBYIO 0a3zy MpOBEACHHUS MNPOPUIAKTUUECKUX
MEAMIIMHCKUX OCMOTPOB, MOPSAJOK JAMCIIaHCEpPHU3alMU M JIMCIAHCEPHOTO HaOII0JeHus B
YCIOBHUAX  MEAMKO-TEHETHMYECKOW KOHCYJbTallMM 3a OONBHBIMH C  HAClI€JCTBEHHBIMHU
3a00JI€BaHUSMU U BPOXKAECHHBIMU IIOPOKAMH Pa3BUTHS.

18. Metonuky pacuera nokasarejaei MEIUIMHCKON CTaTUCTUKHU.

19. OCHOBBI IPUMEHEHUS CTATUCTUICCKOTO METOAAa B MEAUITUHCKHUX HUCCIICTOBAHUSIX.
20. OcHoBHbIE 0a3bl JAHHBIX 0 TEHETUYECKUX BapHAHTAX B TEHOME YEJIOBEKA.

21. [TpuHIIUTIBI MHTEPIIPETAITNN KIMHUYECKON 3HAYMMOCTH TeHETHUYECKUX BapHUAHTOB

U IPpUOPUTHU3ANU UX TCHCTUYCCKOI'O PUCKA Yy MAITUCHTOB C HACJICACTBCHHBIMU 3a00JIEBAHUSIMU.



22. B03MOXHOCTH 1 MEPCIICKTUBBI KJICTOYHBIX TEXHOJIOTHI W MOJCIBHBIX KUBOTHBIX
JUTSE  MOJICTTUPOBAHUST W HWHTEPIPETAIMA TATOTCHETUYECKOW 3HAYUMOCTH TE€HETHYECKHX
BapHAHTOB B Pa3BUTHU HACJICICTBEHHBIX 3a00JICBaHUM.

23. Knuandeckre OCOOEHHOCTM U TPUHIUIBI  JUATHOCTHKU  HACJICICTBEHHBIX
3a00JIeBaHUH M BPOXKJICHHBIX ITOPOKOB PAa3BUTHS HA OCHOBE BJIQJICHUS CHHJIPOMOJIOIHMYCCKHM,
(EHOTUITNYECKUM, KIMHUKO-TEHEATOTHYECKUM, JabOpPaTOPHBIMH W HWHCTPYMEHTAIbHBIMU
METOJIaMH B YCJIOBHSX MEIMKO-TCHETHYECKON KOHCYJIBTAIINH.

24, [{uToreHeTHYECKHE METO/IbI TUATHOCTHUKH XPOMOCOMHBIX OOJIE3HEH.

25. MeTtoapl  MOJICKYJISAPHO-IIUTOTEHETUYECKOW  JMArHOCTUKH  XPOMOCOMHBIX
OoJe3Hel, MoKa3aHus U OTPAHHYEHUS TIPU UX UCIIOJIb30BAHUU.

26. Mertoabl OMOXUMUYECKON IUArHOCTUKU HACJIEACTBEHHBIX OOJIE3HEN.

217. MounekyIsipHO-TEHETHIECKHE METOIbI JIUAarHOCTUKU HACJIEICTBEHHBIX
3a00JIEBaHUH.

28. Iloka3anus g IPOBENECHMS IPEHATAIbHOM IMArHOCTUKU. BUIbI IpeHaTanbHOU
JIUarHocTHKY. HenHBa3uBHOE MpeHATAIBHOE TECTHPOBAHUE.

29. Bo3MOXHOCTH M OrpaHUYCHHST METOJIOB MPEUMIUIAHTAIIMOHHOTO T€HETHYECKOTO

tectupoBanusi aneymnounuit (III'T-A), crpyktypubix nepectpoek xpomocoM (III'T-CII) u
MOHOI'€HHBIX HaciencTBeHHbIX MyTauuil (I1II'T-M).

30. TeopeTrueckre OCHOBBI M IMPHUHIMIIBI MPCKOHIECMIIMOHHOW —JIMAarHOCTHKU
HAacJeICTBEHHBIX 00JIe3HEH.

31. [TpuHmmMmel W TpeOOBaHUS K OpraHM3allMM HCOHATAJIBHOIO  CKPHHHHIA
HOBOPOJKJICHHBIX HA YaCTHIC HACJICICTBCHHBIC OOJIC3HH.

32. Teoperndeckne OCHOBBI W TpeOOBaHHMSI K MOJCKYJISIPHOW JIHArHOCTHKE

COMATHYCCKHX TCHCTUYCCKUX BAapHUAaHTOB, ACCOLIMMPOBAHHBIX C HaCJICACTBCHHBIMU,
OHKOJIOTHYCCKHMHU U MHOFO(I)aKTOpHLIMI/I 0O0IE3HAMH.

33. TeopeTnueckre OCHOBbI T€HOTEPAINK HACIEICTBEHHBIX O0JIe3HE.

34. [TepcnekTHBBl M OTpaHUYEHHUS METOJOB PEJAKTHUPOBaHMS T'€HOMA B JICUCHHUH
HACJIEICTBEHHBIX 3a00JI€BaHU.

35. MonekyIsipHO-TeHeTHUECKUE OCHOBBI TapreTHOM W MPEelHU3HOHHOM Tepamuu
HACJIEICTBEHHBIX 3a00JI€BaHU.

36. Mertonabl ¢GopMHpOBaHHS Yy HaceleHMs, MalUEHTOB W WIEHOB HX CceMei

MOTHBAIIMM, HANpPABICHHON Ha COXpAaHEHHE M YKPEMJIEHHE CBOETO 3JI0POBbS M 370POBbS
OKPYKAIOIIHX.

37. Metonuku cbopa, cTaTucTUYecKOoW OOpabOTKM W aHanu3a HHQOpPMAIUH O
3/I0pOBbE HACENEHHSI WM OTJCNIBHBIX €r0 IPYII.

38. MeTtoanKkH, MO3BOJISIONINE BBISBIATH BIUSHIE (AKTOPOB OKPYKAIOUIEH CpeIbl Ha
3/I0pOBbE HACENEHHSI WM OTJCIBHBIX €ro IPYII.

39. Bompockl MeIMKO-COIMABHOW JKCIEePTH3bl M PEeaOMINTALNU, HSKCIEPTH3HI
HETPYAOCIOCOOHOCTH.

40. [TpaBoBbBIE OCHOBBI JESTENILHOCTH Bpaya Jab0paTOPHOTO T€HETHKA.

41. [Topsimox B3auMOJEHMCTBUS € JAPYTMMH BpadaMU-CHEIMAIMCTAMH, CIy>KO0aMmu,
OpraHu3aIUsIMH, B TOM YHCJIE CTPAXOBBIMU KOMITAHHUSIMH, aCCOIMANASIMH Bpayel U T.11.

Ymern:

1. [TpuMeHATh KIMHUYECKOE MBIIUICHHE; METOMOJIOTHIO TOCTaHOBKH JHAarHo3a c
MOMOIIIBIO JTA0OPATOPHBIX METOJIOB TUATHOCTHKHU.

2. [lpuMeHATs, MeETOABl MPEAYNPEKICHUS HACICICTBEHHBIX 3a00NeBaHUN |

BPOXKJICHHBIX TIOPOKOB pa3BUTHS (NEpBUYHAs, BTOPUYHAs M TPETHYHAs MPO(QUIAKTUKA);
HPOBOIUTH MEPOIPUATHS 11O (POPMUPOBAHUIO 30POBOr0 00pa3a KHU3HHU.

3. BousBiaTe (hakTophl pucKa, MPOBOLUPYIOIIUX PAa3BUTHE AHOMAIMWA Pa3BUTHS Y
YEJI0BEKA.



4. OcymiecTBISITh TPOPHITAKTHISCKHE METUIIMHCKUE OCMOTPHI, TUCITAHCEPU3AITUIO U
JUCTIAHCEPHOE HAOJIO/ICHHUE B YCIOBUSX MEIUKO-TCHETUYCCKOW KOHCYJIBTAIUU 32 OOJLHBIMH C
HACJICJICTBEHHBIMH 3a00JICBAHUSAMHU U BPOXKJICHHBIMU TTOPOKAMH Pa3BUTHSA.

5. [InanupoBaTh, aHAJIU3UPOBATH U OLEHWBATH KA4€CTBO MEIUIIMHCKON MMOMOIIIH,
COCTOSIHMEC 37I0pOBbsi HACEJICHWs ¢ BJIMSHUE Ha Hero (akTopoB OKpyXKaromed u
IIPOU3BOJCTBEHHOM CPEJIBI.

6. [IpoBoUTh JHMAarHOCTHKY, B T.4. AuddepeHInaTbHY0, HACIeICTBEHHBIX
3a00J1€BaHU U BPOXKJECHHBIX MOPOKOB Pa3BUTHUSI Ha OCHOBE BJIAJICHUS CHHIPOMOJOTUYECKHUM,
(EHOTUITUYECKUM, KIWHUKO-TEHEATOTHYCCKUM, JIA0OpPAaTOPHBIMH W HHCTPYMEHTaJIbHBIMHU
METO/JIaMH B YCIIOBHSIX MEIUKO-TEHETUYECKOW KOHCYJIbTAIlUU, UHTEPIPETUPOBATH PE3YNIbTATHI
7a00paTOPHBIX  HCCIACAOBAHMH B COOTBETCTBUHM C  KIMHUYECKHUMH  IPOSIBICHUSIMH
HACJICJICTBCHHBIX 3a00JICBaHUM.

7. OcylecTBIATh  KOHTPOJb  NPUTOTOBJICHUS  KYJIBTYPAIbHBIX  PAacTBOPOB,
CTEpWILHBIX PEAKTUBOB, KYJIBTYPalIbHBIX CPEL.

8. [ToaroToBuTh mpemapaTbl XpPOMOCOM UYEJIOBEKA; MPOBECTH IIMTOTEHETHUYECKOE
UCCIIEIOBAaHUE KapHOTHIIA.

9. OueHuTh pe3ynbTaThl 1a00PaTOPHBIX METOAOB JUATHOCTHUKH.

10. OcyiecTBISITH KOHTPOJIb KauecTBa Mpo0 KPOBHU, TKAHEH U JIp. OMomaTepuara.

11. OcCylecTBISATh MacCOBBII U CENEKTHBHBIM CKPUHUHI Ha HACJIEJCTBEHHBIC
0one3nu oOMeHa BemecTB. [IpoBoauth npsimyro u kocBeHnyro JJHK-nuarnoctuxy.

12. Ha sTane MeauKo-reHeTHYECKOT0 KOHCYJIbTUPOBaHMs (POPMUPOBAThH Y HACEIICHUS,

NAlMEHTOB M WIEHOB HUX CEMEH MOTHUBALMIO, HAINIPABICHHYI0 HA COXPAHEHHUE M YKpEIJICHHUE
CBOETO 3710POBbsI U 310POBbsl OKPYKAIOIIHX.

13. [TpoBonute uddepeHInanbHyl0 JAMArHOCTUKY, COCTAaBJIEHHE IPOTOKOJIOB
UCclieIoBaHus, (OPMYIUPOBAHMEM U OOOCHOBAHHWEM MEIUKO-TEHETUYECKUX 3aKIHOUCHHIA;
OpPraHU30BaTh IKCIEPTU3Y TPYAOCIOCOOHOCTH OOIBHBIX C HACIEICTBEHHBIMU 3a00JI€BAHUSIMHU.

Baanerb:

1. Merononoruei KIMHAYECKOIO MBIIIJICHUS; METOAO0JIOTHEN TOCTAHOBKU JAMArHO3a
HACJIEICTBEHHOT 0 3a00JIEBaHUS C TOMOILBIO Ja00PaTOPHBIX METO/I0B TUATHOCTUKH.

2. Mertononorueit popMHUpOBaHUSI 310POBOT0 00pa3a KU3HHU.

3. Mertononorueil npeaynpexxaeHus pa3BUTHS HACIEICTBEHHBIX 3a00JeBaHUN U
BPOKJCHHBIX MOPOKOB Pa3BUTUS;, METOIMKON BBIABIECHUS (DAaKTOPOB PHUCKA, MPOBOLMPYIOMINX
pa3BUTHE aHOMAJIMI pa3BUTHs y UEJIOBEKa.

4. MeTtononoruelt npoPuIaKTUYECKUX MEAUIIMHCKUX OCMOTPOB, AMCIAHCEPU3ALNH
U MCTIAHCEPHOTO HAOJIOAEHUS B YCIOBHUAX MEIUKO-TEHETUYECKONH KOHCYIbTAIIMH 32 O0JIbHBIMU
C HacleICTBEHHBIMU 3a00JI€BaHUSIMH U BPOKIEHHBIMU TOPOKAMH Pa3BUTHUS.

5. OcHOBaMHM  TNPUMEHEHHS  CTaTUCTUYECKOrO  MeToa B MEIULMHCKHUX
HCCIIETOBaHUSIX.
6. Meromonoruei IIOCTAHOBKM [JUArHo3a HAcCJIEACTBEHHBIX 3a00JI€BaHUN U

BPOXKICHHBIX MOpokoB pa3Butusi (¢ yuerom MKDB) Ha ocHOBe BiajeHUs KIMHHUKO-
JTMarHOCTUYECKUMHU METOJAaMU B YCJOBUAX CHEIMAIM3HUPOBAHHBIX Ja0OpaTOpHil MeITuKo-
TE€HETUYECKON KOHCYJIbTAllUH.

7. MerogaMu  IIUTOTCHETHYECKOTO  aHalIW3a, OHWOXMMHYECKOW JHArHOCTUKH
HACJIEJICTBEHHBIX 00JIE3HEH; MOJICKYISIPHO-IITUTOTEHETUYECKUMH METOIaMHU.

8. MeTonaMu MOJEKYISIPHOW TUATHOCTHUKHA MOHOTE€HHBIX U MYJIbTH(AKTOPHUATBHBIX
HACJICJICTBEHHBIX 3a00J1€BaHU, HEOHATAIbHOTO CKPUHUHTA HOBOPOIKICHHBIX.

9. Metononorueit pOpMHUPOBAaHUS y HACENCHHs, MAlMEHTOB M WICHOB MX ceMei
MOTHBAIlMH, HANpAaBJICHHON Ha COXPAaHEHHUE W YKPEIJIEHHE CBOETr0 3J0POBbS U 3J0POBbS
OKPY>KaIOIIIHX.

10. Benenuem MeAMIMHCKOM  y4ETHO-OTYETHOM  JIOKYMEHTAalMM B  MEIHKO-

TCHCTUUCCKUX YUPCIKACHUAX.



11. [IpoBenennem nuddepeHnnanbHON TUATHOCTHKH, COCTABICHHEM IPOTOKOJIOB
UCCIIeIOBaHUs, (POPMYITHPOBAHIEM U 000CHOBAHHEM MEIMKO-TEHETUICCKUX 3aKTFOUCHUH.
12. [Tpuemamu u crioco6amMu UCTIOIB30BAHUS HHIUBUIYATIbHBIX CPEJCTB 3aIUTHI.
4. TpynoeMKOCTh THCHHILTTHHBI

OO0mias TpyA0eMKOCTh JUCIUIUIMHBI cocTaBsieT 28 3aueTHble enunauibl, 1008 vacos.

TpynoeMkocTh KoJsmnyecTBo 4acoB
Ob6mas 1008
OO6s13aTenbHas ayIMTOpHAs 756
B TOM YHCIIE:
Jlexumn 76

[TpakTrueckue 3aHATHS (B T.4. CEMHHAPHI) 680
CamocrositenbHas padbora 252
Bu nmpoMexxyTo4HOI arTecTanuu 3a4eT C OICHKOU

5. CTpyKTYypa M cojep:KaHue JUCHUIIMHBI

5.1. Buabl yueoHoii padoThl
KosmmuecTBo yacoB no Bujam
Pa3znenbl (TeMbl) AUCITUTUTHHBI SQHATHH, qacOB
Camocrosite
Jlexkunn Hpaxririeck JIbHAst
ve 3aHATUS
pabora

Paznen 1 «Mcropus pa3BUTHS U CTAHOBJICHUS - 4 6
TCHETHKH KaK HAYKH»
Pa3nen 2 «MoueKymsipHbIE OCHOBBI 4 20 10
HACJICJICTBEHHOCTH
Paznen 3 «llutomornyeckue OCHOBBI 8 16 20
HACJICJICTBEHHOCTH
Paznen 4 «I'eHbl 1 npu3HAKN» 2 20 20
Paznen 5 «M3mMeHUMBOCTB» 2 20 10
Pazyen 6 «XpomMocomMHBIEC OOTIE3HIY 12 80 30
Paznen 7 «MoHorenHsle GopMbl HacaeICTBEHHbBIX 30 239 80
Oose3Hen»
Paznen 8 «bosne3nu ¢ HacIeICTBEHHBIM 4 50 20
IPEIPACTIONIOKCHUEM)
Paznen 9 «IIpodunaxTrka HacIeACTBEHHBIX 8 140 40
Oose3Hen»
Paznen 10 «JIaGopaTopHble METOABI TUArHOCTUKI 6 89 16
3ayeT ¢ OLEHKOI - 2 -
Hroro 76 680 252

5.2. TeMaTHyecKHii MJIAH JUCIUIIINHBI
5.2.1. TemaTHn4ecKu# IJIAH JEKIUA

HaumenoBanue paznena, reMa JIEKUUN Kosn-Bo vacos
Pasznen 2 «MoJiekyJsipHble OCHOBBI HACJIEACTBEHHOCTH» 4
Tema 1 «OcHOBHBIE TEHETUUECKUE MPOLIECCH] — PEIUIMKALIMSL, TPAHCKPUIILUS, 2
TpaHCISALUs, PeKOMOUHAIMS, penapaius»
Tema 2 «CTpyKTYypa U QYHKIMU HYKICHHOBBIX KHCIOT) 2




Pa3nen 3 «lluTojioruyeckne 0CHOBBI HACIEACTBEHHOCTH

Tema 1 «Ki1eTOUHBIN UK U €r0 PETYJIALIsD)

Tema 2 «MHakTHBanust X-XpoMOCOMBD»

Tema 3 ((COBpeMeHHBIe IMPEACTABICHUA O HOPMAJIbBHOM KapHUOTHUIIC YCJIOBCKA))

Tema 4 «OCHOBHBIC IATOICHETHYSCKHIE MEXAHU3MbI BO3HUKHOBCHHS
XpOMOCOMHOfI I1aTOJIOIrun»

NININ|IN |0

Pa3nes 4 «I'eHbl U IPU3HAKW

Tema 1 «®@eHOMEHOJIOTHS TIPOSIBIICHUSI TEHOB)

Pa3znea 5 «I3MeHUYHBOCTH»

Tema 1 «Bpox/ieHHbIE TOPOKU PA3BUTHUS: TPYIHOCTH TUATHOCTHUKU

NINININ

Pa3zngen 6 «XpomocomHbIe 00JI€3HI)

Tema 1 «O6miast XxapakTepuCTHKAa XPOMOCOMHOM NaTOJIOTHI

N

Tema 2 ((KJ'II/IHI/IKO'HHTOI‘GHGTH‘I@CK&H XapaKTCPpUCTHKA CHUHAPOMOB, CBA3aHHbIX

C YMCJIOBBIMHU aHOMAJIMSIMU XPOMOCOM>

N

Tema 3 ((KJ'II/IHI/IKO'HHTOI‘GHGTH‘I@CK&H XapaKTECPpUCTHKA CHUHAPOMOB, CBA3aHHbIX

CO CTPYKTYPHBIMU aHOMAJIUSIMUA XPOMOCOM)

Tema 4 ((KJ'II/IHI/IKO'HHTOI‘GHGTH‘I@CK&H XApaKTECPpUCTHKA CUHAPOMOB, CBA3aAHHBIX

C MUKPOCTPYKTYPHBIMH NEPECTPOMKAMH KapUOTHUIIA)

Tema 5 «bone3HM FeHOMHOTO UMIIPUHTUHIA»

Tema 6 «KIIMHUKO-IIUTOTEeHETUYECKAS! XapaKTEPUCTUKA CUHPOMOB,
00YCJIOBJIIEHHBIX XPOMOCOMHOM HECTAOMIILHOCTHIO

Paznen 7 «MoHorennblie ¢popMbl HACJIeICTBEHHBIX 00J1e3Hel (maTorexHes,
KJIMHUKA, JUATHOCTHKA, YACTOTA B MOMYJISIIIUN))

Tema 1 «HacnencTteeHHbIe 0oJIe3HH OOMEHa

Tema 2 «Hapyienus sHepreTnyeckoro oOMeHa B MUTOXOHAPUSIX)

Tema 3 «JInzocoMHBIe OOJIE3HUY

Tema 4 «IlepokcrcoMHble 60JI€3HN»

Tema 5 «MyKOBUCIHI03 — MATOTE€HE3, KIIMHUKA, TUArHOCTUKA, JICUCHHUE,
CKPUHUHI»

NINN N

Tema 6 «/Ilnarnoctudeckoe 3HaYCHUE TEHOB MPEIPACIIONOKEHHOCTH K
TpOMOOPHITUN»

N

Tema 7 «HacnencrBeHHble HMMYHOIE(MUITUTHI

Tema 8 «HacnencTteeHHbIe 0oJIe3HH COCTUHUTEIILHOM TKAHM

Tema 10 «MoHoreHHbIe POPMBI 37T0KaUECTBEHHBIX 3a00JIEBaHUN»

Tema 11 «I'eHeTHKa B IepMaTOIOTUN

Tema 11 «CucreMHbIe 3a00JIEBaHUS CKEJIETA

Tema 12 «Jleuenue HacIeACTBEHHBIX 3a00JIEBAHUI»

Pa3nes 8 «boJie3HH ¢ HACTEACTBEHHBIM MPEAPACIOI0KeHH M)

Tema 1 «I'eneTrnka MynbTH(QAKTOPHUAIBHBIX 3a00JIEBAaHUN

Pasnen 9 «IllpoduniiakTuka HacjieACTBEHHbIX 00J1€3HeD)

Tema 2 «MeauKo-reHeTH4eCKOe KOHCYJIbTUPOBAHUE)

Tema 4 «IlepukoHIENIIMOHHAS TPOPUIAKTUKA

Tema 5 «IIpeHarasibHast IMarHOCTHUKA»

Tema 6 «HeonaTanbHbIM CKPUHUHT

Pa3nes 10 «/JIaGopaTopHble MeTOAbI AUATHOCTHKU»

Tema 1 «l{uToreHeTrnyecKue METOIbI JMATHOCTUKA XPOMOCOMHBIX OOJIC3HEH

Tema 2 «bHOXUMHUUYECKHE METOABI TUATHOCTUKU HACIEICTBEHHBIX OOJIE3HEN

Tema 3 «/IHK-mmarsoctuka HacneICTBEHHBIX OOJIC3HEH»

NINNDOINNININCOIARIERINININNIAIN

HTroro

~
D




5.2.2. TemaTu4ecKuii MJIaH NPAKTHYECKUX U CEMUHAPCKUH 3aHATHIA

Tema 3auarusa

Buj zansarus

Kos-Bo uacos

Aynurop. Camocrosr.
Paznen 1 «cTropusi pazBuTHus u 4 6
Cemunap
CTAHOBJICHHS TeHETHKH KaK HAYKH
Tema 1 «Vcropus pa3BUTHS 4 6
o CemuHap
TeHETUYECKUX UIeH»
Pa3nen 2 «MouiekyJsipHbIe OCHOBBI 20 10
Cemunap
HACJIeICTBEHHOCTH»
Tema 1 «OcHOBHBIE TEHETHYECKUE 10 5
MIPOIIECCHI — PETUTUKAIUS
pon P tL, Cemunap
TPAHCKPUILIUS, TPAHCIISALMS,
peKOMOMHALINSI, perapanus»
Tewma 2 «Ctpykrypa u pyHKIIUHU 10 5
PYKTYPa # yHKIL CemuHap
HYKJICHHOBBIX KHUCIIOT)»
Paznen 3 «l{uTo10rnyecKkue OCHOBBI 16 20
Cemunap
HACJIeICTBEHHOCTH»
Tema 1 «Ponb sapa ¥ UTOILIA3MBI B 4 5
Cemunap
HACJICICTBEHHOCTH
Tema 2 «OcoOeHHOCTH raMeToreHesa y 4 5
CemuHap
MYXYUH 1 KCHITTH
Tema 3 «CoBpeMeHHbIE ITPEICTaBICHUS Cenmna 4 3)
0 HOPMAJIbHOM KapHOTHIIE YEJOBEKa» P
Tema 4 «OcHOBHBIE TATOTEHETUYECKHE 4 3)
MEXaHU3Mbl BOSHUKHOBEHUS Cemunap
XPOMOCOMHOM NaTOJIOTHN
Pa3nen 4 «I'eHBbI U IPU3HAKKW» Cemunap/ 20 20
IIpakTHYeckoe
Tema 1 «3akoHbl nepegaun 5 5
IIpakTrueckoe
HACJICJICTBEHHBIX MTPU3HAKOB)
Tema 2 «B3aumoneiictue 5 5
CemuHap
HEAJUICTILHBIX TCHOB)
Tema 3 «B3aumonelicTBue reHoTHIIA U CeMuta 5 5
cpenpl B QOPMUPOBAHUH TTPH3HAKOBY P
Tema 4 «MexaHU3MBbl peTyJIsLnun 5 5
. CemuHap
TEHHOM YKCIPECCHI»
Pa3nes 5 «A3MeHYMBOCTHY Cemunap 20 10
Tema 1 «Teparorenes» CemMuHap 10 5
Tema 2 «MytannonHas ©3MeHUUBOCTE» | CeMHHAp 10 3)
Pa3nes 6 «XpoMocoMHBbIe 00JIe3HI» Cemunap 80 30
Tema 1 «O06m1as XxapakTepUCTHKA 10 4
N CemuHap
XPOMOCOMHOM MATOJIOTHN
Tema 2 «KIITHHUKO-IINTOT€HETUYECKAS 10 4
XapaKTEpUCTHKA CHHAPOMOB
DaKTep AP ’ CemuHap
CBSI3aHHBIX C YUCJIOBBIMU aHOMAJIUSAMU
XPOMOCOM)
Tema 3 «Knunuko-uutorenernueckass | CemuHap 25 8
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XapaKTEPUCTUKA CHUHIPOMOB,
CBSI3aHHBIX CO CTPYKTYPHBIMHU
MIEPECTPONKAMU XPOMOCOM»

Tema 4 «KIIMHUKO-IIUTOTrCHETHYECKAS
XapaKTEePUCTUKA CUHJIPOMOB,
CBSI3aHHBIX C MUKPOCTPYKTYPHBIMHU
MIePECTPORKAMHU KapUOTHITAY

CemuHnap

15

Tema 5 «bone3Hu reHOMHOTO
MMITPUHTHUHTA»

CemuHap

10

Tema 6 «KIIMHUKO-IIMTOrCHETHYECKAS
XapaKTEepUCTUKA CUH]IPOMOB,
CBSI3aHHBIX C IOBBIILIEHHOMH
HECTAOMILHOCTHIO XPOMOCOM)

CemuHap

10

Paznen 7 «MoHoreHHbie (pOpMbI
HACJIe/ICTBEHHBIX 00JIe3Hel
(maToreHes, KJIIMHUKA, TUATHOCTHKA,
YacTOTA B NONYJISALMH)»

Cemunap

239

80

Tema 1 «Haciencrsennble 001€3HU
oOMeHa»

Cemunap

36

Tema 2 «HapymieHust sJHEPreTH4ecKoro
00MeHa B MUTOXOHJIPHSIX»

Cemunap

20

Tema 3 «JInzocoMubIe OOJIE3HUY

CemuHap

20

(o3}

Tewma 4 «Ilepokcucomubie 00IE3HN»

CeMuHap

20

(op]

Tema 5 «Hapywenus B cucteme
MeMOPaHHOT'O TPAHCHIOPTA»

CemuHap

20

Tema 6 «Hapymenust pyHKIIMM KpOBU U
KPOBETBOPHOW TKaHM»

CemuHap

20

Tema 7 «HaciencTseHHbBIE
UMMYHOAECQHUITUTHI

CemuHap

21

Tema 8 «HacnencrseHHubIe O0OJIE3HA
COEIUHUTENBHON TKAHU

CemuHap

20

Tema 9 «Kumieunslie nucaxapuao3bh»

CeMuHap

12

Tema 10 «MoHoreHHbIE (POPMBI
3JI0KaYECTBEHHBIX 3a00JIeBaHUI»

CemuHap

20

Tema 11 «Xapakrepuctuka
HACJIEACTBEHHBIX CUHIPOMOB B
3aBUCUMOCTH OT ITPEUMYILIECTBEHHOTO
ITOPAKEHUSI CUCTEMBI U OPTraHOB»

Cemunap

20

15

Tema 12 «JIeuenne HacIenCTBEHHBIX
3a001€BaHHI»

CemuHap

10

Pa3nen 8 «boJe3nu ¢
HaCJeACTBEHHBIM
Npeapacnoa0KeHuemM

Cemunap

50

20

Tema 1 «O0mmas xapakTepucTuKa
00JIE3HEN C HACJIEACTBEHHBIM
IIPEIPACTIONOKEHUEM

CemuHap

20

Tema 2 «MeToanueckue MOIXOAbI
TeHETUYECKOr0 aHaIn3a 00JIe3HEN ¢
HACJIEACTBECHHBIM
MPEAPACTIONOKEHUEM)

CemuHap

15

Tema 3 «Meauko-reHeETHYECKOE

CemuHap

15
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KOHCYJIbTUPOBAHUE, TUCIIAaHCEPU3ALINS,
npoduiakTuka 6ose3nei ¢
HACJIEICTBEHHBIM
MPEIPACTIONOKCHUEM
Paznen 9 «Ilpopunaxkruka Cemunap/ 140 40
HACJIe[ICTBEHHBIX 00JIe3Hel» IIpakTHyeckoe
Tema 1 «YpoBHU NPOPHUIAKTHKI 20 6
HACJICICTBEHHOM U BPOKICHHOM CemuHap
MIATOJIOTUI
Tema 2 «MeauKo-reHETHUECKOE 30 8
[IpakTueckoe
KOHCYJBTUPOBAHUE)
Tema 3 «MOHUTOPUHT BPOKIEHHBIX 20 6
o CemMuHap
AHOMAJTUH Pa3BUTHS
Tewma 4 «IlepukoHIIETIIIMOHHAS 20 6
CemuHap
MPOPUITAKTUKA
Tewma 5 «lIpenaranbnas nuarnoctuka» | [Ipaktuueckoe 30 8
Tema 6 «HeoHaTanbHbIi CKPUHUHT CeMuHap 20 6
Paznen 10 «JlabopaTopHble MeTOAbI 89 16
8 patop A Cemunap
AUATHOCTHKH
Tema 1 «lJuTOreHETUIECKIE METO IBI Cemtiia 30 5
JTMArHOCTHKU XPOMOCOMHBIX OOJIe3HEH» P
Tema 2 «BHOXMMHYECKHE METOTBI 29 5
JTUATHOCTHKHU HACIIEICTBEHHBIX CemMuHap
Oose3Hen»
Tema 3 «JIHK-guarsoctuka 30 6
. CemuHap
HACJICJICTBEHHBIX O0JIC3HEI
3ader ¢ OLIEHKON [IpakTrueckoe 2
Hroro 680 252

5.3. Conep:xkanne TUCHUNIHHBI

Pa3nen 1 «cTropusi pa3BUTHA M CTAHOBJICHHS T€HEeTHKH KAK HAYKID»

Hcropust pa3BuTHs TeHETHUECKUX uiel. VcTopus pa3sBUTHSA JOMEHIEIEBCKON T'€HETHKHU.
Hctopusi pa3sBUTUS TEHETHKM IIOCIE OTKpBITHS 3akoHOB Mennensa. HMcropust pa3BuTHs
MEIUIMHCKON reHeTukn B Poccuun. HampaiieHue wuccienoBaHWid B COBPEMEHHON TIE€HETHKE
YeJI0BEeKa.

Paszpnen 2 «MouiekyJisipHbI€ OCHOBbI HACJIEACTBEHHOCTH

Perumukanus JIHK: ocHoBHble mpuHiunbsl, MexanusM, JTHK-nonmumepassl u ¢pepMeHTHbIE
KoMIUIeKchl  permukanmu. Tpanckpunuuss JIHK: ocnoBuble otansl, PHK-nmonmmmepassi,
TpaHCKPHUMLMOHHBIE (akTopbl. Hacnencrsennslie 3a0oneBaHust, 00yCIOBIEHHbIE HAPYIICHUSIMU
tpanckpunuun JIHK. Ilpouneccunr PHK: xsnupoBanue, mnojvaieHWIMpOBaHUE, CIUJIAHCHHT,
anbTepHAaTUBHBIA crutaiicuHr, penaktupoBanue MPHK. Tpancnsuus MPHK.  CsoiictBa
reHernyeckoro konaa. Ctpykrypa u @yHkuuu pudbocoM. OCHOBHBIE 3Tanbl OMOCHHTE3a Oelnka.
HacnenctBennsle  3a0osieBaHus, OOyCJIOBJ€HHble  HapymieHussMu  TpaHcimsinuu — PHK.
PexomOunamus JIHK. Mogens Xonnuzaes, MOneKyJIsipHbIE OCHOBBI KpoccHHTOBepa. Penapanus
JHK. OO0ume npuHUIUOBI penapanuyd OJHOLENOYEYHBIX W JIBYXIEMOYEYHBIX MOBPEXICHUN
JIHK. OcHoBHBIE penapaliioHHBIC CHUCTEeMBbl. HaciencTBeHHbIE CHHIPOMBI, OOYCIOBJICHHBIC
HapyueHuamu penapanuu JHK.

Crpoenne u dyakuun JIHK. Xwumudeckuit cocra JIHK. IlpuHIumer cTpykTypHOH
opraumzaiuun  JIHK. IlepBuunas, BrOopuuHas u TtpetuuHas cTpykrypa JHK.YpoBHu
kommaktuszanuu JIHK. ®ynkmuu JIHK. [TonstHe 0 XpomMaTHHOBBIX OONE3HSAX, KaK O Kjacce
HACJIC/ICTBEHHBIX 3a00JIeBaHUN, OOYCIIOBJIEHHBIX HApYIIEHHUEM CTPYKTYPHO-()YHKIIMOHAIBLHOU
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opraHu3anuu xpomatuHa. [Ipumepbl XpoMaTHHOBBIX Ooje3Hed. PHOOHYKIEHMHOBBIE KHCIOTHI.
Ocobennoctu ux xummuueckoro cocrasa. [Ipunmunsl opranmsanun PHK. Mudopmanuonusie,
TpancnioptHeie U pubocomusie PHK, nx opranuzamms u ¢ynakuuu. Mansie PHK. Ilonsarue o
PHK-untepdepentmu.

Paszpnen 3 «lluTosioruyeckne 0CHOBBI HACIEACTBEHHOCTI

[Mutonoruss sanpa. Ero mnpeoOpa3oBaHus B JKU3HEHHOM LMKJIE. XPOMOCOMBI H
XPOMOCOMHBIM HaboOp; OCHOBHBIE MOHATUA. CBS3b MEXIy T[OBEIECHUEM XPOMOCOM U
pacupeneneHueM IIPU3HAKOB — OCHOBA XPOMOCOMHOM TEOPUM HACIEACTBEHHOCTU. MHTO3, €ro
¢da3pl, Ouonorndeckuid cMbIci. Meiio3, ero ¢aspl, Ononorudeckuii cmuici. Llutonornyeckue u
MOJICKYJISIPHBIE OCHOBBI KPOCCHHTOBEpa. MeXaHW3Mbl TE€HETHYECKOW pPEeKOMOMHAIMM B
raMeToreHese

Mopdonorudeckune ocoOeHHOCTH MeTada3HbBIX XPOMOCOM — JUIMHA, JIOKAJTW3allus
HEHTPOMEPHI, Jpyrue Mopdonorndeckue npuszHaku. [Ipuniunsr ymakoBku JIHK-Gemox B
cocraBe XxpomaTuHa. IIoHATHE HYKIIEOCOMHOM OpPraHM3alyy XpOMaTWHOBOM HUTH. [loHsATHE O
IPOJI0JIBHOM CTPYKTYPHO-() YHKIIMOHAIbHOM b hepeHIMPOBAaHHOCTH XPOMOCOM.
['erepoxpomaTtuH u syxpoMatut. OOIeONMOTOTUUECKUM U TEHETUYECKUNM CMBICI 3TUX TTOHSITHH.

[TonsiTue 00 ayTocomMax U TMOJNOBBIX XpoMocoMax. @DPeHoMeH X-XPOMOCOMHOMN
WHAKTUBALMU, €r0 MEXAaHHW3MBbI, OMOJOTUYCCKUI CMBICT W KIMHUYECKHE acleKThl. Pomb Y-
XPOMOCOMBI B JETEpPMUHAIMM TOJIa MO MYXCKOMy Tuly. DQdextsl auddepeHunanbHoro
OKpAIlIMBaHUs XPOMOCOM KaK OTpaKE€HUE HMX JIMHeWHoW muddepernupoBanroctu (Q-, G-, C-
OKpaIIMBaHUs)

Mexanusmbl,  OOYCIIOBIMBAIOIIME  KOJMYECTBEHHBIE  MEPECTPONMKHM  KapUOTHUIIA.
MutoTuueckue HEpacXOXKIECHHUsT XpPOMOCOM B Iponecce rameroreresa. llonsatue o
XPOMOCOMHOM Mo3auiu3me. [loHATHM O TONMIUVIONIMM W aHEYIUIOWIuH. MenoTudyeckue
HEPACXOXKICHUS XpPOMOCOM B IIpoliecce TraMeroreHesa. HepacxoxkaeHue mNpocTele U
nocjeaoBaTelbHble, MEpBUYHBIE M BTOpHuYHbIE. [loHATHE 00 OIHOPOAMTENHCOW IMCOMUM,
MEXaHHU3MBbl €¢ BO3HUKHOBEHUS. MeXaHU3MbI, 00YCIOBIUBAIONIUE CTPYKTYpPHBIE MEPECTPOUKU
kapuotuna. Jleneuun (KoJjiblia, TULIEHTPUKH) U IYTUIMKAIMA KaK CTPYKTYpPHBIE TMEPECTPOUKH,
CBsI3aHHBIE C TUcOaNaHCOM KIIeTKU. IHBepcHM — MeXaHU3Mbl MX BOZHUKHOBEHUs. TpaHCcIoKaluu
— PpEUHUIPOKHBIE, HEPEIUIIPOKHBbIC, TaHAEMHBIC, IUIICHTpUUecKue, PoOepTcoHOBCKHE, UX
MeXaHu3Mbl. 130XpOMOCOMBI — MEXaHU3MbI UX BO3HUKHOBEHHUs. OCOOEHHOCTH TaMeToreHesa y
HOcUTENEH cOalaHCHPOBAHHBIX CTPYKTYPHBIX MIEPECTPOEK KapUOTHIIA.

Pa3nen 4 «I'eHBbI 1 IPU3HAKW»

Momno-, 1u- u noauruOpuaHOE CKpemrBanue. [I[puMepsl TOMUHAHTHBIX U PEIECCUBHBIX
NpU3HAKOB y 4enoBeka. CIENJIeHHOEe HaclelIOBaHUEe NPU3HAKOB W MapKepoB. ['pymnmbl
cueruieHus. ['eHeTnueckue Mapkepbl, UCIOIb3yeMble Ui aHalu3a cleruieHus. Pa3inuunblie TUITbI
NOMTMMOP(HBIX MapKepoB, UCHOIb3yeMble I KApTUPOBAaHUS U KIOHUPOBAaHUS TEHOB.
['enernyeckue, XpomMocoMHble U (usmueckue KapThl. KaptupoBanue r1eHOB. MeTomabl
MOCTPOEHHUS pa3IMYHBIX KapT. KioHupoBaHue reHoB. MeTo[bl KIOHUPOBAHUS I'€HOB. AHaN3
MHUKPOCATENIUTHOTO NoauMop(du3Ma B ceMbsiX. XpOMOCOMHOE orpeneieHue noiua. [lpusnaxuy,
CLIETUIEHHBIE C TIOJIOM.

B3anMozeiicTBue HeauenbHbIX reHOB. KoMiuieMeHTapHOCTh. Onncrtas. [lonumepus. I'enst
— MOAU(UKATOPHI.

B3aumopeiictBue reHotuna u cpenbl B GOPMUPOBAHUU IMpPHU3HAKOB. [IeHETpaHTHOCTH U
AKCIpecCUBHOCTB. [Ineniorponus. I'enokonnu. denokonuu.

I'eneTndeckast peryyslMs SKCIOPECCHM TE€HOB. ONUICHETHYECKas peryisluus T'eHHOU
skcnpeccun. Metunuposanne JIHK- oquH 13 MEXaHNU3MOB SIIUT€HETUYECKON PETYIIALIUN T€HHON
JKCIPECCHH.

Pa3zpnen S « A3MeHYHBOCTB»

TepMUHAIIMOHHBIA TEpaTOreHHbIM mnepuol. MexaHusmbl TeparoreHe3a. (OCHOBHBIE
TepaToreHHble  QakTopbl. @Dusmnueckue. Xumudeckue. buonormueckue. KnmHuueckue
MIPOSIBJIICHUST JCHCTBUSA TepaTOreHHbIX (akTopoB. OmubOku MopdoreHesa: MOPOK PpPa3BUTHSA,
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IU3pyNuus, Auciiazus, JAegopmanus. MexayHapoaHas kiaccuukamus BpOXKIACHHBIX
anomanmuii 1o nmepecmorpa BO3. Knaccudukaiusi BpoKIeHHBIX aHOMAJIUNA B 3aBUCUMOCTH OT:
OOBekTa BO3JCHCTBUS BPEAHBIX (PAKTOpOB: Tamero-, OmacTo-, SMOpHO-, (QETOmaTHH.
IlocnenoBaTenbHOCTH BO3JAEHCTBHS: IIEPBUYHOE U BTOPUYHOE. PacnpocTpaHEHHOCTH B
OpraHu3Me: U30JIMPOBAHHBIE, CACTEMHBIE, MHOYKECTBEHHBIE.

MyranuonHas U3MeH4YHBOCTh. OTimuue myranmuii ot moaumopdueix BapuantoB JJHK.
[IpyurHBl BO3HMKHOBEHMSI MYTAalUMWd pa3IM4yHOro Tumna. Pa3iauyHble TUOBI MyTalui.
Knaccudukanus myranuii. ['eHHbIe MyTalnu, MOJEKYISIpHbIE MEXaHU3MbI MX BO3HUKHOBEHHUSI.
3aMeHbl Map OCHOBAaHUW, THUIIBI HYKJIEOTHAHBIX 3aMeH. [lenenuu. BceraBku (MHCEpIUH).
WNuBepcun. Jymnukanuu. lloHsTHEe AMHAMHUYECKOW MyTallMM M HpeMyTanuu. 3a0oseBaHus,
OOyCIIOBJIICHHbIE ~ DKCIAHCHUEH  TPUHYKJICOTUIHBIX MNOBTOpOB. [loHSATHE  aHTHIIENALUU.
MonexkyssipHble  MEXaHHM3Mbl OJKCIIAHCUM TPUHYKJICOTHUJIHBIX IIOBTOPOB. XPOMOCOMHBIE
abeppauuu  (CTPYKTYpHBIE  MEPECTPOMKH  XPOMOCOM), MEXaHU3Mbl  IPOUCXOXKICHUS,
(eHoTUIINYECKUE TPOSIBIICHUS, 3BOJIOLUOHHOE 3HaueHue. ['eHOMHble MyTanuu (YUCIIOBBIE
AHOMAJIMHM), MEXaHU3Mbl UX BO3HUKHOBEHUs, (peHoTunuueckue mposiBienus. Knaccuduxarms
MyTauuid 1o ux Jokanuzauuu. Comaruueckue MyTauMu. ['epMUHATUBHBIE MYTAalLUU.
CnoHrtanHblii MyTareHe3. ®akToppl, NPUBOAAIINE K BO3SHUKHOBEHUIO CIOHTAHHBIX MYTalUHA y
yesioBeka. MeTo/bl ONpeNesIeHNs CIOHTAHHBIX MYyTalMi (JIOMHUHAHTHBIX, PELECCUBHBIX, X-
cueruieHHbix). [lpsiMple W KOCBEHHBIE METOBI OIpelneieHus MyTauuid. PanuanmoHHbII
myTtareHe3. OCHOBHBIE MEXaHU3Mbl BO3HUKHOBEHMS MyTalMil Npu JAEWCTBUM paaualluu.
3aBucuMocTh 3¢¢ekTa OT BUAA paAvaluu, 036l U MomHOCTH. [IpobiemMa reHeTHYeCKUX
MOCJEICTBUIA JIeHCTBUA panuanuu Ha dvenoBeka. Pemapamus JIHK, depments! pectpukimy,
monuukanus. PenapatuBHble cucTeMbl, Ae(PEKTbl CHCTEMbl pernapanuu. XUMHYECKUN
mytareHe3. Knaccugukanuss MmyrareHoB. MoJekylsipHble MEXaHU3Mbl JAEUCTBUS XMUMHUYECKUX
COEJMHEHUI Ha TeHOM 4YeJIOBeKa (JIEKapCTBEHHBIX BEIIECTB, MUIIEBBIX J00ABOK, MPUMEHIEMBIX
B NPOM3BOJACTBEHHBIX YCIOBUAX U B ObITy). buonormueckue akropsl myrareHeza. Bupycsl.
Tokcunbl. Bakmunsl. MyTtareHHoe BO3A€HCTBUE YIbTpadUONETOBBIX Jyuell. MexaHusm
MOBPEXKAAIOIIET0  JACHCTBUSI  I€HETHMYECKHUX  CTPYKTYp  YAbTPa(QHUOJIETOBBIMU  JIydyaMH.
PenapanuonHsle MeXaHU3Mbl TpU  YIAbTPa(HUOJIETOBOM MOBPEXAECHUU ((PoTopeakTHBALINSA,
TEMHOBasi pemnapanus). MexaHu3Mbl BO3HMKHOBEHMSI MYyTallMil Npu  yIbTpapuOJIETOBOM
oOnmydyeHun.  3abosieBaHUS,  CBSI3aHHbBIE C  TIOBBIIIEHHOH  YyBCTBUTEIBHOCTBIO K
yIbTpapuoaeToBOMYy OOIy4YeHHI0. BrusHue ynbTpaduoseToBOro o0JydeHHs Ha HUMMYHHYIO
cucrteMy uesnoBeka. [IporpaMmbl U MeTO/bI TECTHUPOBaHUSA (PAKTOPOB cpella Ha MyTareHHOCTb.
OneHka reHeTHYeCKUX MociuencTBuil. IIporpaMMbl MaccoBOro CKpUHMHIAa XHUMHUYECKHUX
coenquHenuil. IlomHas nporpamma TtectupoBaHus. IIpaBuia 3KCTpamossluu pe3ynbTaToOB,
MOJIyUEHHBIX Ha OHMOJOrMYecKHX OOBeKTax, Ha yesoBeke. [IpHHIMIBI MEAUKO-TEHEeTHYECKOTrO
KOHCYJIbTUPOBAHUS IIPU MyTareHHbIX BO3/IEHCTBUSX.

Pa3zgea 6 «XpomocomHbIe 00JIe3HI)

Omnpenenenue MIOHATUSA XPOMOCOMHBIX Oone3HeH, ux KJaccupukanus,
pPacupoCTPaHEHHOCTh B MOMYJSIUAX. DaKTOphl, BIUSAIOMINE Ha BOZHHUKHOBEHHUE XPOMOCOMHOM
natonoruu. I'enorun. Bospacr. Ilon. DnuMuHanusg aHOMaIbHBIX TaMET U 3UrOT. Mo3anyHble U
nMoJIHbIe  (POPMBI  XPOMOCOMHBIX OOJIe3HEH. YIeTbHBI BEC XPOMOCOMHOHN TATOJIOTHH B
ATHOJIOTUU CHOHTaHHBIX a00pTOB. OCHOBHBIE MOKa3aHWUA JUISI MPOBEJIEHHS XPOMOCOMHOIO
aHaIM3a.

KnuHuko-nuroreHeTnyeckas XapakTepuCTHKa CUHAPOMOB, CBSI3aHHBIX C aHOMAIUSMU B
cucreMe MmoyoBbIXx XpomocoM. Cunapombl X-moHocomuu (LllepemeBckoro-Tepuepa), KTuHUKa,
€ro KIMHUKO-IIUTOIC€HETUYECKUE BapHaHTbl. TpUCOMMM M TMOJIMCOMUU X-XPOMOCOMBI,
nuToreHetTnueckue BapuaHThl. Cunapom  KnaliHdensTepa, KiIMHHMKA, €ro  KIMHHUKO-
LIUTOTEHETUUECKNUE BAPUAHTHI

Uctunnpiii repmadpoautusMm. CmemanHas (opma aucreHe3wmu roHaa. CTpyKTypHbIS
aHoMaiuu X- W Y-XpOMOCOM, HX ()EHOTHUNHYECKHE TMpOsBIeHUA. [IpuHIMIBI MeauKo-
TE€HETUYECKOTO KOHCYJIBbTUPOBAHMS MPU MATOJIOTUU B CUCTEME TIOJIOBBIX XPOMOCOM.
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KJIMHUKO-IIMTOr€HEeTHYECKas XapaKTepUCTUKA CHUHIPOMOB, CBSI3aHHBIX C YHMCJIOBBIMHU
aHoManmusMu  aytrocoM. CuHApoM TpucoMuu xpoMocoMbl 21 (cungpom [layna), ero
UTOreHeTHYeckue BapuaHThl. CuUHApOM TpucoMuu xpomocombl 13 (cunapom Ilaray), ero
LUTOTreHETUYECKUEe BapuaHThl. CHHAPOM TPUCOMUU XpOMOCOMBI 18 (cuHIpoM DpaBapjca), €ero
IUTOT€HETHYECKUEe BapuaHThl. CuHapoMmM TpucoMuu xpomocom 8, 9, 11, 22, wux
UTOreHEeTHYECKUEe BapHaHThl. OCOOCHHOCTH MEIUKO-TEHETUYECKOI0 KOHCYJIbTHPOBAHUS B
CEMbSX C CUHIPOMAMH ayTOCOMHBIX TPUCOMUMN

Knunuko-uuroreneTnyeckas XapakTepuCcTUKa CHHJIPOMOB, CBSI3aHHBIX CO CTPYKTYpPHBIMH
nepectpoiikamu xpomocoMm. Cunapom del(4p) — yacTMUHOM MOHOCOMHH KOPOTKOTO Iljeua
xpomocoMbl 4 (cuHapoMm Bombga-XupuxopHa), ero HUTOTEHETHYECKHE BapHaHThl. CHHAPOM
del(5p) — yacTU4HOW MOHOCOMHH KOPOTKOTO ILJIe4a XPOMOCOMBI 5 (CHHAPOM «KOIIAYbEro
KpHKa»), ero uuToreHermueckue BapuaHTbl. Cunigpom del(13p) — wacTuyHON MOHOCOMHHU
KOPOTKOro Imjeda XpoMocoMbl 13 (cuuapom OpOenu), €ro IUTONCHETUYECKHUE BapUAHTHI.
Cunnpom del(18p u 18q) — 4acTHIHONW MOHOCOMHH KOPOTKOTO M JJTMHHOTO TJI€Ya XPOMOCOMBI
18, ero uuTOreHeTUYECKNE BapUAHTHI

Cungpom del(9p) — yacTUUHON MOHOCOMHUHM KOPOTKOTO IIEYa XPOMOCOMBI 9, (CHHApPOM
Anbdu), ero nurtoreHernyeckue BapuaHThl. Cuniupom del(21q) — yacTHUHON MOHOCOMHUU
JUIMHHOTO TUieda XpoMmMocoMbl 21, ero nurtorenermueckue BapuaHtbl. Cunapom del(22q) —
YaCTUYHOM MOHOCOMHUU JJIMHHOTO IIeYa XPOMOCOMBI 22, €ro UUTOI€HETUYECKUE BapUAHTBHI.
OcHOBHbBIE XapaKTEPUCTUKU CHHJPOMOB YAaCTHUHBIX XPOMOCOMHBIX Tpucomuil. CuHIpOM
dup(9q), yacTUYHOW TPUCOMHH JJIMHHOTO Iuledya XpomMocoMbl 9, (cunapom Perope), ero
LUTOTreHeTUYeCKHe BapuaHTbl. OCOOEHHOCTH MEAUKO-T€HETHUYECKOT0 KOHCYJIbTHUPOBAHUS B
CEMbSX C YaCTUYHBIMH MOHO- U TPUCOMHUAMHU. KIIMHUKO-LIUTOr€HETUYECKasi XapaKTepucTuka X-
CLEIUICHHOM YMCTBEHHOW OTCTAJIOCTH, CHHAPOM JIOMKOW X-xpoMocowmsl. llokazanus x
IPOBE/IEHUI0 XPOMOCOMHOI'O aHajM3a B CEeMEMHbIX ciydasx 3aborneBanud. [IpencraBneHue o
MOJIEKYJISIPHO-T€HETUUECKUX MEXaHU3MaxX Pa3BUTHs CUHIPOMA JIOMKOH X-XPOMOCOMBI.

KnuHuko-nurorenerndeckas XapaKTepUCTHKA CHUH/IPOMOB, CBSI3aHHBIX c
MUKpPOCTPYKTYPHBIMU ~ TI€pecTpoiikamMu  KapuoTuma. Bo3MOXXHOCTM  MeToJa  aHajau3a
paHHeMeTa(]a3HbIX XPOMOCOM C BBISBIEHHEM OTJEIBHBIX HO30JOTHUECKUX (hopM 3abosieBaHUI.
MukpoieneiMoHHbIE CUHAPOMBI, KaK O0JIE3HH «T€HHBIX MOCiefoBaTebHOCTENY. JluarnocTika
MHUKPOJAETICIIMOHHBIX CHHAPOMOB. MexaHn3Mbl 00pa3oBaHMs MMKpOJENIEUil B TE€HOME.
Cungpom Bunbsamca. Cunapom Cwmwura-Marenuca. Cunapom Musiepa-Jlukkepa. Cunapom
«xomaubero riasa». Cuaapom /e Jlanre. Cunapom u Jxopmxu.

bone3sHn TeHOMHOro WMIPUHTHHra. 3a00JieBaHUS, CBS3aHHbIE C HApYyLIEHUEM
UMIPUHTHHIA M HX MoJekyispHas auarHoctuka. Cuszapom Ilpanepa-Bumum. Cunapom
Amnrensmana. Cuaapom bexksutra-Bunemana u qp. Cunapom CuiibBepa-Paccena.

KnuHuko-nuroreHeTnyeckas XapakTEepUCTUKAa CHHAPOMOB, CBSI3aHHBIX C IIOBBIIIEHHOW
HecTaOUIbHOCTBIO XpoMocoM. AHemust @ankonu. Cunynpom biryma. ATakcusi-TesIeaHrno3KTa3us
(cunapom Jlyu-bapp). [TurmentHas kcepogepma. Yactora U CIEKTp XPOMOCOMHBIX abeppaiuii B
KJIeTKaXx OOJIbHBIX C TIOBBIIIEHHONW HECTaOMJIBHOCTBIO XpomocoM. [larorenermueckue
MEXAHM3MBl 3TUX CcOCTOsSHUM. IloBbIlIEHHas MpenpacHoiIOKEHHOCTh CHUHAPOMOB K
BO3HUKHOBEHHIO 3JI0KQYEeCTBEHHBIX HOBOOOpa3oBaHuil. CoBpeMEeHHbIE MPEICTABICHUS O
MeXaHu3Max KaHieporeHesa. Pak- 3a0oneBanue renoma. [lonstue o0 onkorenax. Ilytu
aKTHBALlUM OHKOTE€HOB IpH KaHIeporenese. OOpa3oBaHHWE XHMMEpPHBIEX T€HOB B OIMYXOJISX.
ITonssTne 0 reHax-cympeccopax omyxosieBoro pocrta. CoBpeMeHHass [AByXyZJapHas MOJEIb
Knancena. MexaHu3Mbl HHAKTHUBAIlMM TE€HOB-CYNPECCOPOB B OMyXoyd. ['eHeThueckas |
SMHUICHETUYECKass PEryJsiMsg TeHOB IPH OIMyXojeoOpa3oBaHWU. ['€HOMHBIH HMMIPHUHTHUHT M
KaHIeporeHe3. HaciencrBennbie oHKoJIOTHYeCKre cuHApOMBL. Criopaaudeckuid pak. [Ipobiaema
XpPOMOCOMHOTO TOJUMOpdH3Ma Yy ueloBeKa. BapmabenbHOCTh CTPYKTYpHl, KOJMYECTBA W
JOKaJIU3allMk pardoOHOB, COAEpPKAIUX KOHCTUTYTUBHBI TE€TEPOXPOMAaTUH B KapHUOTHUIIE
gyenoBeka. Ocobast poib BTOPUYHBIX TEpeTshkeKk xpomocom 1, 9, 16, muctampHO#l yacth X-
XPOMOCOMBI, CITyTHUYHBIX IyTE€H, CIIyTHUKOB, KOPOTKHMX IIJIed AKPOLIEHTPUUYECKUX XPOMOCOM.
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[ToHsiTHE O BO3MOXXHOM aJanTUBHOM IEHHOCTH OTHEJIbHBIX BapHaHTOB XPOMOCOMHOTO
nonumopdusma. IloHsTHE O BO3MOXKHOH CBS3M OTHCIBHBIX BapUaHTOB XPOMOCOMHOIO
nonuMopdusmMa ¢ maronoruyeckuMu coctostHusMu. Crenndrka MUKPOCKOIIMYECKOTO aHaln3a
OT/JENbHBIX BApUAHTOB XPOMOCOMHOT0 MoIuMopdu3Ma, ux auddepeHnuanus oT CTPyKTYPHBIX
MIEPECTPOEK KapUOTHUIIA YETOBEKA.

Paznen 7 «MoHorenHble (popMbI HACJEACTBEHHBIX 00J1e3Hel (MaToreHe3, KJIAMHHUKA,
AUATHOCTHKA, YACTOTA B MOMYJISILIAM)>»

OOmass XapakTepuCTUKa HAcCIeACTBeHHBIX Oonesneir oOmena (HBO). Ortuonorus wu
natoreHe3. Kimnuyeckas wiaccupukauus. Hapymenuss cuHTe3a wiM — Katabonusma
BBICOKOMOJICKYIJISIDHBIX coeanHeHuil. Hapymenus merabonu3ma, NpUBOISIINE K MPOSBICHUSAM
[0 TUIYy «MHTOKCHUKALIUKW» MPOAYKTaMU HakorieHus. JledekTbl, CBA3aHHbIE C HapylIEHUEM
OanmaHca BHYTPUKJIETOUHOW SHepruu. Tumbl HaciemoBaHus. KnnHudeckuid momumMoppusm u
reHerudeckas rereporeHHocte HBO. IlomumokycHocts M monuaimenusM. BzaumopeiicTBue
reHotuna u cpeabl B QopmupoBanun HBO. VYpoBuu mmarnoctukun HBO. HccnemoBanue
nedeKkTHOro reHa. AHaTU3 aHOMaJIbHOTO OEJIKOBOrO0 MpPOAYKTa. AHaIM3 OJIOKHPOBAHHON
metabonuueckoir 1enu. OneHka KiIMHWYeCKuX mposBieHuid. [lpuHmmmer neuenuss HBO.
O0e3BpekMBaHME HAKAIUIMBAIOIIUXCS TOKCHYECKMX MeETa0oNnuTOB. PecTpukTHas nuera.
BBenenue nmpoayKTOB HAapyLIEHHOIO CHHTE3a. 3aMeCTUTENbHAsl 3H3UMoTepanus. Moounuzanus
HEPACTBOPUMBIX BEUIECTB, OTKJIAJBIBAIOIIMXCA B pe3ylbTaTe MeTa0oIudeckoro OJoka.
Knerounas u oprannas tpancruiantanus. Koppekius HeOaaronpusaTHbIX CpeJOBbIX (aKTOPOB.

I'enotepanusa. HBO amuHokucnor. OOmias KIMHUYECKas XapaKTepucThka. [IpuHIMITbI
nuarHoctTuku. [unepdenunananmaemMuu. HenocratodHocTs  (heHMITATaHUHTHIPOKCHIIA3EL.
Oenmnkeronypus. Knunuka. Merabonuueckue HapymieHus. JlabopaTopHash AMarHocTUKa B
paMKax MaccoBOT'0 MPOCEUBAHUsI HOBOPOXKIEHHBIX, JJA0OPATOPHBIA KOHTPOJIb 3a JICYUEHUEM

Jleuenne. Jluerorepanus. IlpuHumnbel pacuera auersl. llpuMeHeHue pasnMUHBIX
rugpoin3atoB u cmeced aMuHOkuciIoT. JIHK-auarnoctuka. YactoTel B monyisinuu. Menuko-
TeHEeTUYECKOe KOHCYJIbTHpOBaHUE. MaTepuHckas (eHuIkeTonypus. KimHudeckue mnpusHaku
OKVY y HoBOpoxaeHHbIX. MeTtabonnueckue HapyuieHus. Jledenne u nporHos3. Jledextsr
Mmerabonu3ma OuonrtepuHa. KimHuka. Merabonnyeckue Hapymenus. JlaGoparopHas
nuarHoctuka Jleuenme wu  mporHos3. Hapymenue oOmena TtuposuHa. HacnenctBenHas
tupo3uHemus, Tun 1 (remaropeHanbHoro tumna). KnmHuka Merabonuyeckue HapylIeHHs.
JlaboparopHas auarHoctuka. Jleuenne u mnporHo3 HacnencrtBeHHas THpO3MHEMHS, TN 2
(cungpom Puunepa-Xanxapra). Kimnuka. MetaOonuueckue Hapymenus. JlaGopartopHas
nuarHoctuka. Jleuenue u nporHos. AnkantoHypus. Knmunuka. Merabonuueckue HapylIeHHUS.
JlaGopatopHasi nuarHoctuka. Jledenue u nporHo3. Hapymenue nukia MoueBUHBI. KinHHKA.
Merabonnueckue HapymieHus. JlabopatopHast nuarnoctuka. Jleuenue u nporHos. Hapymenue
oOMEHa  cepocojepKallMX  aMUHOKHMCIOT. KiuHuMka, Merabonuyeckue  HapylIeHHS,
nabopaTtopHas JMarHOCTUKa, JiedeHne. HemocTaTouyHOCTh  IIUCTATHOHMHOETACHHTETA3bl.
Hapymenune tpancmerunuposanusi. Hemocratounocts cynbgurokcuaassl. HBO oprannueckux
kucnoT. O0mas kiMHudeckas xapakrepuctuka. [Ipunnuns! quarnoctuku. Hapymenus oOmena
OpPraHMYeCKHUX KHUCJIOT C pa3BeTBIeHHOW OokoBoM wenbio. Kimauka. Mertabonuueckue
HapymieHus. JlaboparopHast auarHoctuka. Jleuenne u mporHo3. HBO yrmeBomos. OOmias
KJIMHUYecKass XapakTepucTuka. [IpuHuumnbl nuarHoctuku. HapymieHne oOMeHa rajakTo3bl.
Knunnueckue ¢opMmbl rajgakto3eMuu. MeTaboaudeckre HapylIeHUsT TMpU TalaKTO3EMHUU.
JlaGopaTopHasi TMarHOCTUKa rajnakro3eMuu. 110X0/1bl K MAaCCOBOMY CKPHUHMHIY TaJIaKTO3EMHH.
I'enetnueckuit monmumopdusm ranakrozemun. JIHK-mmarnoctuka ramakrozemun. Hapymenue
oOmena ¢pykto3bl. Knmnnuka. Metabonnueckue HapymeHus. JlabopaTopHas AMarHoOCTHKA.
Jleuenune u mporHo3. bone3nu HakormieHus riukoreHa. [leuenouynsie hopmbel. HemocraTounocts
IIII0K030-6-(ocdaTassl. Mpimeunsie popmbl. ['eHepannzoBanHas Gopma — 6omne3nsb [Tomre

Hapymienne nupyBaTAETHAPOr€HA3HOTO KOMILIEKCA U IIMKIA TPUKApPOOHOBBIX KHUCIOT.
Hapymenust okucineHus >KUPHBIX KUCIOT. HenocTtaTouHOCTh (PEepMEHTOB ABIXATENbHOW LIEMH.
Heonatanpasie u uHdanTwibHbie (opmel. Cunapom Ilupcona. Cunapom Bombsdpama.
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Keroanunoruueckas popma. Bapocnsie popmei. MERRF. MELAS. LHON. Cunapom Kepuca-
Ceiipa. Merabonmndeckue Hapyuienus. JlabopaTtopHas quarHocTrka. Jieuenre u mporHos

OOmass ~ xapakTepucTHKa,  KpPUTEpUU  JIM30COMHBIX  Oone3Hed.  OcoOeHHOCTH
HaKaruIMBarommxcs cyoctparos. JlaboparopHas nuarnoctuka. Jleuenue. Mykononucaxapumao3sl

I'ypnepriogoOubiii  denotun.  MopkuonomoOHbi  peHoTun.  [TTHKONMPOTEHHO3BI.
®yko3uno3. ManHo3uao3. Acnaptuwirioko3amunypus.  bonesnp  Tesq-Cakca.  bonesns
3anarodda. bonesns Kpadoe. bonesnr @adbpu. bonesns ['omre u T.1. Hapymenus nu3ocoMHOTO
TpaHCIopTa

[Tepokcucomusbie Oone3nu. OOmas xapakrepuctuka. Hapymenus GyHKIMN MEPOKCUCOM.
Huarnoctuka. Jleuenue. ['eHepanm3oBaHHBIE TEPOKCHCOMHBIE Oone3nu. Kiaccndeckuii
cunapom llenbBerepa. Heonaransnas agpenonerikoguctpodus. MudantunbHas popma 60e3Hu
Pecyma. Ilepokcucomuble 0OJE€3HHM C HEM3MEHHBIM YHCJIOM IIEPOKCHCOM U HapylICHHEM
HECKOJIbKUX Onoxumuueckux ¢ynkiuii. LenpBerepnonoOueiii cunapom. IlceBmouensBerepa
cunapoMm. IlepokcucoMHble 00JIE3HM € HEU3MEHHBIM YHCIOM IEPOKCHCOM M HapyLIEHUEM
eAMHCTBEHHON Ounoxumuueckoil ¢yHkiuu. IlceBmoneonaranbHas anpeHomneiikoauctpodus. X-
CHCIJICHHAs  aApeHoJelkoaucTpodusi.  PusoMennyeckas TOYe€YHAsE  XOHIPOAWCIUIA3HS.
Knaccuueckas 6onesnb Pedpecyma. ['morapoBast auunemus, Tum 3. AkatanazeMusl.

Hapymenue TtpaHcnopra aMUHOKHUCIOT. JIM3uHypuueckas HENEepeHOCUMOCTh Oenka.
bonesns Xapruyna. Cunapom ae Tonu-/lebpe-Dankonu. [loueuno-Ty0ymnspHbIil anuao3

['unodocdaremus. Iloyeunsiit HecaxapHblii aumaber. [loueunwrii conmeBoW auaderT.
MykoBucuuno3. Kiuauka. Merabonuueckue HapymieHus. JlabopatopHass IuMarHoCTHKA.
Jleuenue u mnporHos. JHK-nmarnoctuxa. I'en CFTR, cnektp wmyramuil. XapakTepucTuka
0eNKOBOTO MPOAYKTA.

MemOpaHOTIaTUH SPUTPOIUTOB. DpUTpoIUTapHble (QepmeHTonatnu. HemocTaTouHOCTH
TIII0K030-6-pocharaeruaporenassl. HacneacTBeHHbIE TeMOTTIO0MHOTATUN

KauectBennsle. KonndectBeHHble. HapyiieHus cucTeMbl CBEpPTHIBAHMUSL.

O6mas xapaktepuctuka. /lnarnoctuka. Jleuenue

O6mas xapaktepuctuka. Jluarnocruka. Jleuenune. Hapyienue OnocuHTe3a U CTpyKTYpbI
kosareHa. Cunapom Mapdana. Hecoepiiennsliii ocreorenes. Cunapom Dnepca-Jlanioca.

O6mass  xapaktepuctuka. JluarHoctuka. Jleyenwe. HemepeHOCUMOCTh  JIaKTO3BI.
HenepeHocumocTs caxapo3ssl.

Monorennsle  (QOpMBI  3JI0KaYECTBEHHBIX 3a0oneBaHui. [loHATHE JTOMHMHAHTHBIX
OHKOreHoOB. Kitaccel JOMMHAHTHBIX OHKOTreHOB. Tunsl Hapymenuii. Onyxonu. Hacnencrsennsie
omyxoiieBble cuHiapombl. Helipodubpomaros, tun I, II, TyGeposusiii ckiepos, Cunapom
0a3anpHO-KJIETOUYHBIX HEBYCOB, cuHApoM [opnuHa, Gone3nr Koyzaena. J[aThb XapakTepUCTUKY
KKIOr0 M3 TEPEeUYUCIEHHBIX CHHIPOMOB (KJIIOU€BOE OMOXMMHYECKOE 3BEHO IaTOreHe3a,
KJIMHUYECKHE MPOSBICHUS, BO3MOKHOCTH AUArHOCTUKH, JICUCHUS).

XapakTepucTUKa HACIEACTBEHHBIX CHUHJIPOMOB B 3aBUCUMOCTU OT MPEUMYIECTBEHHOTO
MOpaXCHHUs] CHUCTEMBI W OpraHoB. KiHMHWKA, JIUArHOCTHKA, JI€YeHHe, NPOPUITAKTHKA
HACJIEICTBEHHBIX CUHJIPOMOB C NMPEUMYIIECTBEHHBIM HapyIICHUEM:

Ou3NUecKoro pa3BUTHs (HaHU3M, TUTAHTH3M, Makpo- 1 MUKpocomusi). Cunapom Cotoca.
Cunapom Jly6oBuma. Jlempeuaynusm. Cunapom Hynan. Cuaapom Cekkens. Cunapom
Kopuenuu ne Jlanre. Cunapom Bunbsamca. Cunapom Pybunmreiina-Teitou. Cunapom Paccena-
CwnbBepa. Cungpom PobunoBa. Cunmpom Aapckora. Cunmpom Jlapona. ['mmodwuzapnas
kapiaukoBocTh Cunapom Kokkeina. [Iuknoanzoctos. Cunapom Dmnuc-Ban-Kpesenbaa. Koxu,
BOJIOC, MOJKOXKHOM  KJIETYaTKH, HOITeW. AHTHAPOTHYECKas W  TUINOTHMAPOTHYECKAs
sKTonepManibHas aucniasuu. CuniapoMm Yeamaka-Xwuramm. CuHapom Bsuioil koxu. CHHIpOM
ToTanbHOU JunoaucTpoduu. Cunapom HerpodpuOpomarosa Pexnuarayzena, tun 1. Cunapom
MOJKOJIEHHOTO nrepuruyma. TpuxopunodananreanbHsiid cuHapom 1 u 2 tunoB. TyOGepo3Hblit
ckiepos. Cunapom Illerpena-Jlapcena. CMHAPOM TIyXOThl M CKPYYEHHBIX BoJiIoc. CHUHIpPOM
LEOPARD. Cungpom EEC. HxTno3. JlagoHHO-MOAOWIBEHHBIH rumnepkepato3. CuHapom
Pormynna-Tommncona. KoctHo-cycraBHO# cuctembl. Akporedanocunnaktimu Amnepa, CaTpe-
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yor3eHa, lldaniddepa. Axponedamonomumakruiun. Cuaapom Aaze. AXOHIpOILUIA3HS.
Axpodanumaneueiii auzocto3 Harepa. Lledamonomucunpaktunusa ['peifra. [uactpoduueckas
nucruiazus  KapnukoBocte  Jlapona-JleBu, mnanrunonutyutapHas. Cunapom  Kpysona
Kammomennueckas mucrmasus. Cungpom Jlapcena. Cunapom Ilomamnma. Terpadoxomenus
Po6eprca. Cunnpom Ppumena-lllennona. Xonapoaucmiaszus ToueuHas Konpaau-XrwoHepmaHa.
Cupenomuenus. Cungpom COFS. Cunapom FFU. Cungpom Xonr-Opama. Cunigpom
®panueckerTu. Cepaeuno-cocyauctoit cuctembiro Cunapom Kimnmens-Tpenone-Bebepa.
Cunapom TAR. Accoumanuss VATER. IlumeBapurenshoit cuctembl. Cunjapom [apanepa.
Cungpowm Ileittna-Erepca. bonesnbs Kaucra. DHI0kpuHHON cucTtembl. ['JyxoTa BpOXKJIEHHAS U
300. Cunapom Kosna. Cunapom Jloypenca-Myna-bapae-bunnsa. Cungpom Ausbctpema.
MouenonoBoit cucrembl. Cunapom Ansnoprta. [lonukucto3 nouek. Cunapom Jloy. Cunapom
TECTUKYJIAPHOH (eMuHu3auuu (MOJHOM M HemonHoi). YUwucras nucreHesus ronazn. Oprana
3penusi. Tanero-peruHanbHas abuotpodus. Bpoxnenusie katapaktsl. Cunapom BaapnenOypra.
I'mazozybonanbueBoit cunapoM. Cunzapom Jlenna. Cungpom Mapmamia. OpraHa ciyxa.
Helipocencopnas tyroyxocts. Otockiepo3. Cunapom [Nonbrenxapa. Cungpom Ymepa. Hepsno-
MBIIIEYHON cucTeMbl. Xopes l'eHruHrrona. TopcuoHHas MblliedyHas JUCTOHMSA. bonesHu
Opuaperixa u rpromnens. Mwuonuctpodus [romena, ¢opma bekkepa. KnunHuka,
KIMHWYECKH monuMophusM. ['eHeTnka: JoKamu3alust M XapakTepUCTHKA IeHa AUCTpoduHA,
CHEKTp MyTallui, XapaKTePUCTHKA OeNKOBOro npoaykra. Jleuenue u nporno3. Muomnarus Op0a.
Muonatust  Jlanaysu-Jlexepuna wu  apyrue X-cueruieHHble  (opmbl.  [IpokcuManbHbIe
CruHaIbHbIe amMuoTpoduu, Tunbl 1-3. HacienacTBeHHbIE MOTOHEHMPOCEHCOPHBIE HEUPOMATHU.
®akomaro3bl.  HacnencrtBeHHble — HapylleHHMsl — cepiaedHoro  purma.  HacneactBeHHble
KapJMOMUONIaTHH.

Jleyenue HacneACTBEHHBIX 3a00JIeBaHUN: OOIIME MOAXOJbI K JICYEHUIO HACJIEICTBEHHBIX
Oosie3HeN: CHMIITOMaTHYECKas Tepamnus, MaTOTeHeTUYecKas, 3TUOTPOIHAs, XUpypruyeckas.
OTHOTPOMHOE JIEYEHHE: KIETOUHAs U TeHHas Teparius, PUCKH.

Pa3nes 8 «boJie3Hu ¢ HaCIeACTBEHHBIM MPEAPACIOI0KeHH M)

OO61mas xapakTepucThKa 00JIe3HEH ¢ HaCJIeICTBEHHBIM IIPEIPACTIONOKEHUEM

Jloka3aTenbcTBO pOJMM TEHETHMYECKMX U CPeAOBBIX (DAaKTOPOB B IPOUCXOXKIECHUU
MyJIbTH(GAKTOpUATBHBIX OoisiesHelt (M®DB). DTuonorndeckas reTeporeHHOCTh W KIMHUYECKUHN
noaumopdusm MDBb. Britag rinaBHoro resa B npoucxoxjaenne MOb.

Metoapl reHermdeckoro aHamm3za M®B U reHerudeckue MOJEIM  HCCIEIOBaHMUS.
Cratuctuueckue. HenpepbiBHass HM3MEHUMBOCTh (T€HETHKA KOJMYECTBEHHBIX IPU3HAKOB).
['eHeTnKa KaueCTBEHHBIX TPU3HAKOB (HEMEHAENUpPYIOUMX). MoeKyaspHO-TeHETHUECKHe
Meroabl u3zydenuss M®Db. KaprtupoBanue rnaBHbIX TeHOB. Accoruanuu MO®Pb. Knunuko-
reHerudeckas xapakrepuctuka MOb.

[Tpodunaktuka Gose3Hell ¢ HAaCIEACTBEHHBIM MpeapacnoiokenueM. [IpuHINIB MEIUKO-
TEHETUYECKOTO KOHCYnbTUpOBaHus npu M®Pb. [IpuHnumnsel gucnancepusannn ceme ¢ MOb.
@opmupoBaHuEe TpyNIl pUCKAa I AWCIaHcepHOro ydera. Ilonxoael kK MHAMBUAYaJIbHON
npodunaktuke 3adoneBanuid. [lepukoHuenuonHas npo@uiakTuKa Mpu BPOKAEHHBIX MOPOKax
pasButus. Mounutopunr BIIP B cucreme npodunaktukn MOPB. [IpuHIMOB OpraHU3anUy.
Metononorus. 3hpexkTUBHOCTH

Pa3nen 9 «IlpoduniakTuka HacjieACTBEHHBIX 00J1e3HENH)

YpoBHU TPOPUIAKTAKH HACJIEICTBEHHOW M BPOXKICHHOW MATOJOTHH. | aMeTHYeCKHil.
IIpesurornueckuii. Ilpenaransusiii. [IocTHaTAIBHBIN.

Menuko-TeHeTHYeCKoe KOHCyIbTUpoBaHue. MWcropuueckas cnpaBka. Ponp C. H.
JlaBuieHKOBa B OpraHM3allMi MEIUKO-TEHETUUYECKOTO KOHCYIbTHUpOoBaHUs B Poccun. OyHkuun
MEIUKO-TEHETUYECKUX KOHCYJIbTAallMd Ha COBpeMEHHOM OJtame. OnpeneneHne MeIuKo-
TEHETUUYECKOTO IIPOrHO3a IIOTOMCTBA. YTOYHEHHE J[MarHo3a C IOMOILBIO TE€HETHYECKHX
MeTonoB. [loMomnis ceMbe B MPHUHATHU NPABUIBHOIO PELIEHHS OTHOCUTENIBHO JaIbHEHIIETO
neropoxacHus. [Ipomaranaa MeIuKO-reHETUYECKUX 3HAHWM Cpeld Bpadel U HaceseHus. Perpo-
U NPOCHEKTUBHOE MEIUKO-TEHETMYECKOE KOHCYJIbTUPOBAHME. 3ala4ydl MEIUKO-T€HETHYECKHX
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KOHCYJIbTAllMM ¢ TOYKH 3PEHMS OPraHU3aluu 3JpPaBOOXPAHECHU. 3a1a4l MEIUKO-TEHETUIECKUX
KOHCYJIbTallUi ¢ MEIMLIMHCKON TOYKU 3peHus. 3aaud MEIUKO-TEHETUYECKUX KOHCYJIbTAlUi C
COLIMATIbHO-TICUXOJIOTUYECKON TOUKH 3peHus . IIpuHIuIel pacyera NOBTOPHOrO r€HETHYECKOTO
pucka. MOHOreHHOM naToJOruu. ['€HOTHUIBI POAUTENEH W3BECTHBI. | E€HOTHIIBI pOAMTENEH
HEU3BECTHBI. XpOMOCOMHBIX Oose3Hsx. Ilpu uucnoBbix Hapymenusx. [Ipu mozauumsme. Ilpu
CTPYKTYPHBIX TepecTpoiikax. MynbTH(QaKTOpHATbHBIX 3a00JIeBaHUSX. DMIHUPHUECKUI PHCK.
Accoumanmuu. KpoBHO-poacTBeHHBIX Opakax. I'eHeTHMueckuil MpOrHo3 Npu MYyTareHHbIX
BO3ACUCTBUAX. OD(P(HEKTUBHOCTh  MEIUKO-TEHETUYECKOTO  KOHCYJIbTHPOBAHHUS.  YPOBEHBb
IIOHUMaHMs MEIUKO-TeHeTHdYeckoro 3akiroueHus. ConuanbHble (DAaKTOpbl, BIMAIONIME Ha
IPUHSTHE PELLICHUS

[TonynsauuoHHBI MOAX0A K cOOpYy HdaHHBIX (KOrOpTHBIM moaxon). PonunbHbele poma.
Jerckue nonukiauHUkU. Jlerckue nmposekTypsl. KnuHudeckuil moaxoxa mo cOopy AaHHBIX (10
obpamraemocty). Jlerckue kiuHnveckue 0oapHULBL Jletckue npo3ektypsl. [logxox case-control.
Craructudeckas o0paboTka Marepuana. BenmnunHa MCXOQHOM YacCTOTHI BPOXKIACHHBIX aHOMAIUH
pazButus (base-line). KommnelorepHnas mnporpamma 1o 06aze ganueix (ECLAMPC).
CratucTiyeckue TEeXHOJOTHH. MexayHapoaHas KiIacCU(pUKAMs BpPOKICHHBIX aHOMAJIUMH
pa3BuTHs X nepecMoTpa. Yactora BpoXkKIAEHHBIX aHOMaIuil pa3Butus. [IpuHiunbe oOHapyXeHus
HOBBIX TepaToreHoB. BrisBienue rereposuror HBO.

[TepukoHuenuuonHas npopuiakTuka. IloHATHE O NEPUKOHIENIMOHHOW MPOQUIAKTUKE
BpPO’KJICHHOM M HacleACTBEHHOM naronoruu. [lokazaHus s IpoBeIeHNs NIEPUKOHIEIIUOHHON
NpOoQWIAKTUKU CYNPYXKECKOW mape. JTamnbl NEPUKOHUENIMOHHON mnpodumiaktuku. CaHanus
o4yaroB MHQEKIUH. YCTpaHEHHE NOTEHIMAIBHBIX TEPaTOreHOB M MyTrareHoB. OcobeHHOCTH
HaOro1eHus 32 OepeMEHHON KEHIUHON, MOHUTOPUHT COCTOSIHUA I110Aa. «Jleuenue» ¢omareBoit
KHCIIOTOM. /lnerorepanns.

Tepanus akymepckoit maronoruu. Ip(eKTHBHOCTh NEPUKOHLENIIMOHHON MPO(YUITAKTUKH.

[IpenaranbHass auarHoctuka. OOImMe TMOKa3aHWs K MpEeHaTalbHOW JUArHOCTHKE.
Mertoauueckne nNOAXOApl K IpeHaTalbHOM auarHoctuke. HewnBaszuBHble MeTonbl. Y3U-
nuarHoctuka (oxorpadus). OOmme npuHuunel. Metoguueckue nonaxonsl. Paspemaromas
cnocoOHOcTh.  MHBa3uBHbIE  MeTOoAbl. Bo3MOXHOCTM  7a0OpaTOpPHOTO  MCCIIENOBAHUS
(aMHHOTHYECKOM >KHJIKOCTH, KYJIbTYpbl KIETOK, OCJOXHEHHs). buoncus xopuona. Cpoku
6epemenHoctu. [Tokazanus. MeToguueckue moaxoabl

Bo3moxHocTH 1a00paTOpHOrO HcCieoBaHUs («IIpsAMbIe» IpernapaTbl BOPCHH XOPHOHA,
KYJIBTYpPBI KJIETOK XOpUOHa, ociioxkHeHus ). OcnoxHenus. Kopaonenres . Cpoku 0epeMeHHOCTH

[Toxazanus, nTpoTUBONOKa3aHus. Meroauka npoBeneHus. Bo3mMoxxHOCTH J1abopaTOpHOTO
uccienoBaHus KpoBH 1mofa. OcnoxkHeHus. PeTocKonus Kak METoJ OMONCHM TKaHeH Iuiofa.
[IpenaranbHBIi CKPUHHUHT T1I0 CHIBOPOTOYHBIM (akTopaM wmarepu. Ambpa-(heTonpoTenH.
XopuoHndeckuit ronaotTponuH. HekonbrorupoBanHslil sctpuon. benok 6epemennsix PAPP-A.
O¢ddextuBHOCTh MporpamM. [IpeHaTanbHBI CKPUHUHT MO KJIETKaM IUIOAAa B KPOBH MaTepH.
[IpenaranpHas JIHK-amarHoctuka HaciencTBEHHBIX OonezHel. [IpsmMbie meTonsl. MeTomabl
oOHapyXeHHsl TMpOTSHKEHHBIX Jeneuuid B reHe (Onor-rubpunmsanus 1o CaysepHy,
nojuMepasHas LenHas peakuus). CKaHMPYIOIIME METOAbI JUIS BBISBICHHUS MalbIX MYyTalHil.
Mertona nipsimoro cexkBeHupoBanusi. Kocsenubie Meroasl. JJHK-Mapkepbl. AHaIW3 ramjaioTHUIIOB.
3HaueHUE NPEHATAJIbHON AMATHOCTUKM B CHM)KEHUHU YPOBHSI HACIEACTBEHHOM M BPOXKACHHOM
MaTOJIOTUU

Heonartaneuplii  ckpunuHr. TpeOoBaHus K mporpaMmMaM MacCOBOTO CKpUHHHTA.
TpeboBanus k 1abOpaTOpHBIM MeTOAaM. JIOCTYNHOCTh JIeYEHHs BBISBICHHBIX 3a00JC€BaHMM.
YactoTel 3aboneBanuii (Hambosiee pacHmpoCTpaHEeHHBIE). DKOHOMHYECKas BbIroja. Pasmep
nomyysuuy. IIpuHIKIBI OCYIIECTBIIEHUS IPOTPaMM MacCOBOIO CKPUHUHIA HOBOPOXKACHHBIX Ha
OKYVY u BpoxaeHHbI runotupeos. ObecrnieyeHne 1a00paTOPHOTO BBISBICHHUS U KOHTPOJS 32
neuenuem OKY u BpoxkIeHHOro runotupeo3a. KoHTposb kauecTBa CKpUHUPYIOIIUX TPOTrpaMMm
Ha @KV wu BpoxaeHHoro rumnotupeo3a. PanHee nedeHune HoBopoxzaeHHoro ¢ DKV u
BPOXJEHHBIM THIOTHUPEO30M. MeauKo-reHeTH4eCKoe KOHCylbTUpoBaHue cembu ¢ DKV wun
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TUIOTUPEO30M. [IpUHIIMIIBI OCYIIIECTBIEHUS TPOrpaMM MacCOBOI0 CKPUHUHIA HOBOPOKIEHHBIX
Ha TaJaKTO3EMHUIO, QJPCHOTCHUTAIBHBIA CHHAPOM H  MykoBHcuuao3. OOecredeHne
71a00pPaTOPHOTO BBIABICHUS M KOHTPOJS 3a JICYEHHEM TajakTO3eMHH, aJApEeHOTeHUTAIBHOIO
CUHApOMAa M MyKoBUCIUA03a. KOHTponb KauecTBa CKPUHUPYIOUIMX IPOrpaMM  Ha
TraJjakTO3€MUI0, AJPCHOTCHUTAIBHBIA CHHIPOM M  MYKOBUCUMI03. PaHHee JieueHue
HOBOPOJKJEHHOI'O C TaJaKTO3eMHUEH, aJpEeHOTCHUTAIbHBIM CHHIPOMOM M MYKOBUCLUI030M.
Menuko-reHeTU4ECKOE KOHCYJIBTUPOBAHME CEMbU C TallAKTO3EMUEH, aJIpPEHOTCHUTAIbHBIM
CHHIPOMOM U MYKOBUCIIMJIO30M. PerHOHanbHbIE W ASTHUYECKHE OCOOCHHOCTH TIPOTPAMM.
O} PexTUBHOCTh MPOrpaMM MaCCOBOTO CKPUHUHTA B cUcTeMe MPOpUIaKTUKN HACIEICTBEHHBIX
3a0o0JieBaHU

Paszgean 10 «/labopaTopHbie MeTOAbI IMATHOCTUKI

HccnenoBanue mnosioBoro xpomartuHa. Omnpenenenue X-xpomaruHa (tesnen bappa) B
oOpa3uax kierounoro wmatepuana. Omnpenenenue Y-xpomatuna (F-temerr) B oOpasmax
KjeToyHoro marepuana. llokaszanuss k mpoBeneHut0 X- U Y-TeJell MOJOBOIO XpOMAaTHHA.
OrpannueHuss Merona. XpoOMOCOMHBIM aHanu3. KinHMYeckue moka3aHus s MPOBEACHUS
XPOMOCOMHOI'0 aHajin3a. MeTo/abl MPUTrOTOBJICHUS XPOMOCOMHBIX IpenapaToB u3. KynbTypsl
nepudepuyeckoit  kpoBu. KymbTypsl Oumonrara koxu. KynbTypbl 3MOpHOHAIBHBIX
¢ubpodnacToB. Kierounslx 00pasnoB omyxosieBoro marepuayiia. OcoOeHHOCTH 00paboTKU
KJIETOYHBIX KYJIbTYp JJI MOJYyYEHUs XPOMOCOMHBIX MpernapaToB. MeTonbl OKpalluBaHUs
XPOMOCOMHBIX TpernaparoB. MeTo1 paBHOMEPHOTO OKpamuBaHus. Meroxa nuddepeHnantsHoro
MPOJOJIBLHOTO CBEUEHUS MeTa(pasHbIX XPOMOCOM IPH OKpalmBaHuu Giayopoxpomamu (Q-MeTox)

MeTtoa, BBISBIAIOMMUN JTUHEHHYIO IU((HEpeHINPOBAHHOCTh MeTa(a3zHbIX XPOMOCOM
kpacutenemM I['umsza (G-merom). MeTon, BBISBISIONINI JIOKATU3alUI0 KOHCTUTYTUBHOTO
reTepoxpoMatuHa B MeTada3HbIX XpomocoMax uenoBeka (C-merom). Meroj, BBISBISIOIIMIA
JIOKAJIM3ALMIO SIPBIIIKO00Pa3yOUIMX paiioHOB B MeTada3zHbIX XpomocoMax (Ag-meron). Meroa
muddepeHIIMaTbHOTO  OKpalllMBaHUs  MpenaparoB  npomeradasHblx  (paHHeMeTada3HbIX)
XpOMOCOM, 00JIaCTh €ro MpuMeHeHus1. MeTo/ BbIsBIEHUS JIOMKOH ((pparnibHoil) X-XpoMOCOMBI

OcoOeHHOCTH KyJIbTUBUPOBaHUA JMMpouuToB mnepudepuueckoii kpou. Crenundukxa
XpPOMOCOMHOTr0 aHaiu3a. [IpuHIMIBI HAEHTHQUKAIUKM MeTa(a3sHbIX XPOMOCOM YeJOBEKa.
Knaccudukanust paBHOMEpHO OKpAIIEHHBIX XPOMOCOM COTJIACHO JIEHBEpPCKON HOMEHKJIATYpe.
[TpuHIMIBl HACHTU(UKAUN WHAMBUIYAIbHBIX XPOMOCOM COIIacCHO MeXyHapoaHOM cucreme
IIUTOreHOMHOM HOMeHKmaTypsl dyemoBeka (ISCN 2020). TepMuHONOTHS W CHMBOJIBI B
0003HaUEHUM YHCIOBBIX AHOMAJIMH KapUOTUIA uYesoBeKa. TepMHUHOJIOTHUS M CHMBOJBI B
0003HaUYEHUH CTPYKTYPHBIX AaHOMAJIU{ B KapUOTHIE deNoBeka. lluToreHeTwmueckuit aHamm3
HOJHBIX (PeryysipHbIX) U MO3auyHbIX (hopM aHomanuii kapuotuna. [IpoTokosn XpoMocoMHOro
aHaJIM3a, COCTABJICHUE 3aKJIIOUEHUs M0 ero JaHHBIM. MOJIEKYISIPHO-IIUTOT€HETUYECKHUE METObI
JTMarHOCTUKH XPOMOCOMHOM NAaTOJIOTUM C TIpUMEHEHHeM XpomocoMmo-cnenupuunsix JIHK-
30HA0B. KimHnyeckue mokazaHus Uil TPOBEACHUS  MOJEKYJISPHO-LIUTOT€HETHYECKOTO
uccienoBaHus. MeToa THOpHIM3allMM HYKJIEWHOBBIX KHCIOT in situ. 3amuch pe3yiabTaToB
MOJIEKYJISIPHO-IIUTOT€HETUYECKOTO ~ MCCIIEIOBaHUSl  cOorjlacHO  MexayHapoJHOH  cucTeMe
UTOr€HOMHOM HOMeHKJaTyphl uenoBeka (ISCN 2020).

broxumMuyeckne MeTOoJbl AMArHOCTUKH HacCleACTBEHHBIX Oone3ned. [lpaBuna cOopa u
XpaHeHHs Ouosoruuyeckoro marepuana. Moua. @usndeckue cBoicTBa. [lonydyenue u xpaHeHue.
KauectBennsle mpoObl, BbinonHsAEeMble ¢ Mo4ol. KpoBb. CrnocoObl B3ATHS U XpaHEHUS.
[Tony4yeHue mua3Mmbl, CHIBOPOTKH, OTAEIBHBIX (pAaKLIUN KJIETOYHBIX AJIEMEHTOB. [[pyrue BHIIbI
OMOJIOTMYECKOT0 Marepuana. buoncuitHelii Marepuan. Marepuan, TMOIy4aeMbld —Mpu
MHBa3UBHBIX METOJaX NpeHaTadbHOW auarHoctuku. Kontposns kauectBa (KK) mabGoparopHbix
ucciaenoBannii.  Bayrpunabopatopueiii KK.  KonTponmeHbie  marepuansl.  KoHTposb
BOCIIPOM3BOAMMOCTU. KOHTpONb MNpaBUIBHOCTH. MeTonbl, He TpeOyromue KOHTPOIbHBIX
MarepuanioB. Mexmabopatopubsiii KK. Crarucruueckas o6pabotka pesynbratoB. OlieHKa
oTHenbHBIX Jaboparopuii. MexxayHaponusiii KK. O6mas xapakrepuctuka GpU3NKO-XUMHUECKUX
METOJIOB. 3aKHOBI MPOITyCKaHus U noromienus. ®ortomerpus u poromerpuyeckas anmnaparypa.
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Onyopumerpus U (ayopumerpuueckas — anmaparypa.  [lmamennas — ¢goromerpusi.
[Torennmomerpuueckass pH-metpust. Tunbsl xpomatorpaduu. Ancopounonnas. MonooomenHast.
Pacnipenenurensnas. Addunnas. enb-punbrpanusa. ToHKocHolWHas — XpomaTtorpadusi.
BricokoaddextuBaas  xpomartorpadus.  ['azoxuakocTHas — Xpomartorpaguss ¢ Macc-
criekTpoMeTpueit. Onektpodopes B pasauuHbIX HOcuTeNsax. OmHOMepHBIA. JIByMEpHBIN.
CenuMeHTallMOHHBIN aHanu3. VIMMyHHO(EpPMEHTATUBHBIA aHadM3. TeopeTHdyecKre OCHOBBI
OMOXMMHYECKHX METOJO0B JUAarHOCTUKH. AMUHOKHUCIOTHL. DU3HKO-XUMHUYECKHE CBOWCTBA.
Homenknarypa. Merabonusm. @enunannnHa ¥ THpo3uHa. CepocoiepikKalux aMHUHOKHCIOT.
AMHMHOKHUCIIOT C pa3BETBICHHOW OOKOBOW Iienmbt0 W Jap. OpHUTHHOBBIM HHKI. MeToabl
pa3zieneHus, WIACHTU(UKAUKN, KOJMYECTBEHHOTO ONpEACTCHUS aMUHOKUCIOT. benkw.
CrpykTypa — nepBUYHas, BTOpUYHAasd, TpeTuuHas. JlomeHnbl. Mertonasl pasneneHus,
uAcHTH(DHUKAINY, KOJHMYECTBEHHOE onpereneHue 6enkoB. @epmentsl. CTpyKTypa

AKTHBHBIA LIEHTp. MexaHu3zM QepMeHTaTUBHOro Katanus. KuHeTuka QepmMeHTaTHUBHBIX
peakuuii. MHOXecTBeHHBIE (OpPMBI. AHAIW3 aKTHBHOCTH (EPMEHTOB C HCIOJIb30BAHUEM
OpPUPOAHBIX cyOcTpatoB. XpomoreHHbiX. @DiayoporeHHbx . PaguoakTUBHBIX . AHamu3
AKTUBHOCTH ()EPMEHTOB C MCIOJIb30BHUEM CHUHTETHUECKUX CyOCTpaToB. YriieBoabl. PU3MKO-
xumuueckue cBoiictBa. Homenkiarypa. Merabonusm. [mukonus. IlentozodocdaTHbiii UK.
I'mikoren — cuHTe3 u pacmnan. IlogmepxkaHue ypoOBHsS TUIIOKO3bI B KpOBH. Meroasl
UACHTU(DUKAIIMK U KOJUYECTBEHHOTO OINpeAeNieHUs: YrieBoAoB. lloaxoapl K CEIeKTHBHOMY
CKpUHMHIY rajakro3emuu. Iloaxoasl K MacCOBOMY CKPMHMHIY TallakTO3eMUU. Meroasl
ompeneneHus JlakTata W nupysata. Jlunuasl u smnonpotrewHsl. Tpuriuuepuisl. JKupHble
KACIOTHL. XonectepuH. Docdomunuasl. MeToapl pas3ieneHuss U WACHTU(GUKAIUH JIMIHI0B U
JUTNOCOAEpKAIUX MOJIEKYI. [IMKI TMMOHHOM KHCTIOTHI KaK OOIINK KOHEUHBIH MyTh OKHCICHUS
AMUHOKHCJIOT, YIJIEBOAOB U KuUpoB. ['opmonbl. CrpykTypa. MexaHusm aelictBus. Merombl
OTIpeNieNIeHUs] PA3IMYHbIX KJIaccOB. MeTo/Ibl ONpe/ieieHnsl MPEIIeCTBEeHHUKOB U METa0O0IUTOB
CTEPOHUJHBIX TOpMOHOB. Burammubel. BonopactBopumsie. JXupopacTtBopumseie. MeTroasl
ONpeNieNIeHusl  BUTAaMHUHOB.  DJIEKTPOJIMTHBINA, BOJHBIA, KHCIOTHO-IIEJIOYHON  OayaHc.
MunepanpHble  MOHBL. MUKpOdIeMEeHTBI. MeToAbl ONpeneNeHnss HEOPraHMYECKUX HOHOB.
KomnapTMeHTanusanuss KJIETOYHBIX MpoueccoB. Kierouynsle opraHemisl. MHUTOXOHIpPHUH.
Crpykrypa, Ouorene3 u @ynkuuu. Ilens Tpancmopta 37eKTpoHOB. OKHCIUTEIbHOE
dochopunupoBanue. Mertoabl omnpeneneHUs AKTUBHOCTH (EPMEHTOB LEMU TpaHCIoOpTa
AJIEKTPOHOB. MeToapl ompeneneHus OeTa-TUAPOKCUOyTHpaTa M aieroanerara. JIM30COMBI.
buorenes u ¢ynkuuu. JluzocomHble TINMUKO3UAA3bl. MeTOAbl ONpeAeNeHUs JHM30COMHBIX
depmeHTOB. MeTo/Ibl aHaNM3a U UJIEHTU(UKALNN TIMKO3aMUHOTIIMKAHOB. MeTobl aHanu3a u
uAeHTUQUKAIMKU  onurocaxapunaoB. Ilepokcucombl. buorenes u  ¢yHkuuu. DepMeHTHI
nepokcrucoMm. OmnpesiesieHne 04eHb JIMHHOIENOYEUHbIX KUPHBIX KUCJIOT, a Takke (UTaHOBOMH,
MIUATIEKOJIOBOM KHUCIIOT, IUIAr3MaJIOT€HOB U JIPYTUX KOMIIOHEHTOB IIEPOKCUCOM C IIOMOIIBIO I'a30-
KUIKOCTHOU xpomatorpaduu, Macc-CIEKTPOMETPHH. Onpenenenne AKTUBHOCTH
HEPOKCHUCOMHBIX (hepPMEHTOB.

[Tporpamma «I'eHom yenoBeka» U ee UTOrH. OOIIME XapaKTEepUCTHKU F€HOMa YesloBeKa.
JHK-ruopunuzanus. Kaprupoanue renoB ¢ nomonisto JJHK-30H10B. ['nOpuau3amums in Situ.
Mertoapl «rpsaMoil reHeTukn». [lo3uimonHoe kioHupoBaHue. PaznmuyHble BUIBI T€HETHYECKHUX
KapT u4enoseka. KiloHupoBanume reHOB. Bekropbl nns  knoHuposanus JIHK. OH3umsl,
ynotpebisiembie B MoJiekyisipHoMm kioHupoBanuu u JIHK-mumarnoctuke. JIHK-mommumepassbr.
JAHK-3aBucumble  PHK-nonmmepassl. Jlurassl, KHHAa3bI, docdaTassl. Hyxieasst
poreonutudeckue (epmentol. Pectpukums JIHK. Pectpukrassl. Tumbl m  kimaccudukanus
depmentoB pectpukuuu. Caiitel pectpukuuu. IIJIP®. VYcnoBus mnpoBereHus peakuuu
pectpukuuu. Pectpukuuonnsiii ananuz JIHK uenoBeka. Monekyibl HYKJIEMHOBBIX KHCIIOT,
ucnonszyemsle B JIHK-mumarnoctuxe. Ilpunnumner u  meroxst Belmenenus JHK w3
SYKAPUOTHYECKUX KJIETOK W TKaHeil . [lpuHumnel u Metonsl BbiaeneHusa BoiaeneHuss PHK us
HYKapHOTHUYECKUX KIETOK U TKaHeld. CHHTE3 OJIMTOHYKJICOTHI0B. AMIUTM(UKAIIMOHHBIE METOIHI,
npumensembie B JIHK-muarnoctuke. [Tomumepasnas nennas peaknus (ITL[P). MuoromokycHas
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peakiusi amruiMukanuu. Peaknus amrui@ukanuu ¢ «BHyTPEHHUMHU» MpaiimMepamu. Metoabl
ycunenusi curHana npu IIP. Cexsenupsoanue JIHK. Ilpunuun ceksenuposanus JHK no
Conrepy. CexBenupoBanue JIHK Ha aBTOomaTtmdeckoMm aHanmu3arope. [ mOpuau3anvoHHbBIC
metonel, mnpumensemble B JIHK-muarnoctuke. Peakuus Onor-rubpumusanuu. AJielb-
crnenuduaeckas rudpunuzanys. Jor-rudpunuzamnus. Hozepu-rubpuauzanus. ['uOpuausanus in
situ. Tmbpuamzamuss wu kiIoHWpoBaHUS mocnenoBarenbHocTet JIHK Ha wmeradasubix
xpoMmocomax. Meroa (uIyopeClHeHTHOW THOpUau3amuu in situ. DiekTpodope3 HYKICHHOBBIX
KHCJIOT. ANmaparsl, IPUMEHsIEMbIE I 3JEKTpoQope3a HyKICHHOBBIX KUCIOT. DiekTpodopes B
arapo3sblx rensx. llapamerpel, ompeapensrone ckopocte Mmurpanuu JHK dyepes reins.
OnexTpodope3 B MOTUAKPUIAMUIHBIX Tesax. MeToapl OKpallMBaHHUs Telied. DIINpOBaHUE
¢parmenToB JIHK u3 reneit. IHK-nmuarnoctrka HacieaCcTBEHHBIX OoJie3Hel. [Ipsmbie MeTombI
JHK-muarnoctuku. KocBennas JIHK-gmarnoctuka. Ilommmopdusie JIHK-mapkepsl. Bwibop
nosmmopdueM JIHK-mapkepor ms JIHK-nuarnoctuku. IloHstue mHGOPMATHUBHOCTH METOJA.
Ananu3 mukpocaremutHoro noaumopduszma JIHK. Meroast [THP-I1/IP® B IHK-1uarnoctuke.
JIHK-auarnoctuka u olieHKa reHeTu4eckoro prucka. [lonstue nHPOpMATUBHOCTH CEMbH

JIHK-auarnoctuka 3a0oieBaHMM, CBSI3aHHBIX C HapyILIEHHMEM WMIIPUHTHHra. MeTombl
OLICHKH aJJIeIbHOrO MeTwinpoBaHus. Mertun-cneuuduueckas [II[P. Merun-uyBcTBUTENbHAS
[TIIP. OueHka reHeTHYecKoro pucka. MeToabl perucTpalvv TOYKOBBIX MYTAllMH M HOPSAIOK
3aliCH TOYKOBBIX MyTaluii mo HomeHkinarype. O6nactes mpumenenus JIHK-numarnoctuku.
IIpenartansnas JHK-auarnocruka. IIpecumnromarndeckas JJHK-nuarsoctvka M IuarHocTHka
HOCHUTEJILCTBA HACJIEICTBEHHBIX Oomnesnel. ['enomuas naktunockonusi. JIHK-amarnoctuka B
OHKOJIOTHHU. JHK-mnarnoctnka ~ MH()EKIMOHHBIX  3a00JIeBaHUIA. JHK-nmnarnoctuka
denunkeronypuu (OKVY) u Bpoxkaennoro rumortupeosa. JIHK-muarnoctuka ramakrozemuw,
aJIpEHOTCHUTAJILHOIO CUHApoMa W MykoBucuenosa. JIHK-numarnoctuka B KapIHOJOTHH.
[Tpeummiantannonnas JHK-auarnoctuka mnpu BPT. OGopynoBanue mnaGopatopuu ist
MOJIEKYJIIPHO-TEHETUYeCKUX wuccienoBanuii. Mcrounuku omubok mnpu JHK-amarnocrtuke.
VYcnoBust paboTbl B MOJIEKYJISpHO-TeHeTHUYecKoi Jsaboparopuu. IlpoOGnema 3arpsizHeHHS
MaTepuana. TexHuka 6e30MacHOCTH Npu padoTe ¢ MyTareHHbBIMH M TOKCHUYHBIMU BEILECTBAMHU.
VYcnoBust paboThl ¢ pailnoakTUBHBIMUA MeTKaMu. doTtockeMmka reneil. buonornyeckuit marepuan,
ucnionb3dyemsli B JIHK-nmarnoctuke. VYcenoBust B3STHS, XpaHEHHUs, TPaHCIOPTUPOBKHU
OMOJIOTMYECKUX MaTEPUaIOB.

6. CamocrosiTesibHasi pa0oTa OPIMHATOPOB

CamocrosiTenpHass paboTa OpPIMHATOPOB IO AUCHUIUIMHE «JlabopaTtopHass TEeHETHKa»
BKIIIOUYAET B ceOsl:

—paboTy ¢ JUTEpPaTypHBIMH HCTOYHUKAMH HMHPOPMAIMK U C  DJIEKTPOHHBIMHU
00pa3oBaTeNbHBIMH PECYPCAMH,

—paboTy ¢ METUIIMHCKON JOKYMEHTAIIUEH;

—TOJITOTOBKY K MPECTABICHUIO UCTOPUHU OOJIE3HH;

—TOATOTOBKY pedepaToB U JOKIAI0B Ha KIMHUYECKUX pa3dopax U CeMUHApaX;

—IOATOTOBKY MpPE3EHTAlMid 10 HHTEPECHOMY KIMHUYECKOMY CIIy4aro, pPEeIKUM
HO30JIOTHYECKUM (opMaMm.

IIpumepHbie TeMbl pedepaToB:

1. [IpuHIMIT ¥ TPUMEHEHUE TTOJMMEPA3HOW LEITHON pEeaKIUu.

2. [TpuHIMIBI TUAarHOCTUKM HACIEICTBEHHBIX Oone3Heil oOMmeHa. Ilokazanust s
NpOBEIEHUS] OMOXUMHUYECKON AUArHOCTUKH.

3. Heonartanpuplii  cKpuHHUHT. 3a00JeBaHMSA, BBIBIIEMbIE TPU IPOBEACHUU
HEOHATAJIbHOI'O CKPUHUHTA.

4. CeNeKTUBHBIN CKPUHUHT Ha HACJIEACTBEHHBbIE Ooyie3HHM oOMeHa. Ilokazanus s
IPOBEIEHUS] ONOXUMHUYECKON AUArHOCTUKH.

S. buoxumuueckuii mpeHaranbHasi JUarHOCTUKA C MCIIOJIb30BAaHUEM ChIBOPOTOYHBIX

MapKepoB MEPBOTO U BTOPOTO TpuMecTpa OepeMmeHHOCTH. [IporpamMmMel pacuera pucka.
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6. CtpykTypa reHa. IK30HbI, HHTPOHBI, PETYJIATOPHBIE 00JIaCTH, CIICHCEPHI.

7. Tumbel  CTPYKTYpHBIX  XPOMOCOMHBIX  MyTamui. Jlemenuu, AYyIUIMKALWW,
TPAHCJIOKAallM¥, WHBEPCUM, HWHCEPUUHU, KOJBLEBbIE U  JAUIECHTPUUECKHE XPOMOCOMBI,
M30XPOMOCOMBI M1 MapKEpPHBIE XpOMOCOMBI. [Ipumepsl.

8. MuKpoaenenoHHble U MHUKPOAYIUIMKALIMOHHBIE XPOMOCOMHBIE CHUHIPOMBI.
Knunuka w stuonorust cunppomoB Jlanrepa-I'maeona, Bunemana-beksura, IIpanepa-Bumm,
OHrenbMaHa u Bumnbsmca.

9. MeTo/1bI MOATBEPKAAOIIEH JUATHOCTUKH HACIEICTBEHHBIX 00JIe3HEeH 0OMeHa.

10. [IpoceuBaronue mnporpaMmbl, LEAM W 3a7aud, TpeOOBaHUA K METOAaM,
HCIIOJIb3YEMBIM B IPOrpaMMax CKPUHUHTA.

7. O6pa3oBare/ibHbIe TEXHOJIOTHHI

OOpa3oBarenbHble TEXHOJOTUU: JIEKIIUU, MPAKTUYECKUE, B TOM YHCIE CEMUHAPCKUE
3aHSTHSL, CAMOCTOSITENIbHAs paboTa OpIMHATOPOB.

[Tpu mpoBeneHNM 3aHITUN HCIONBb3YIOTCS aKTUBHBIE U MHTEPAKTUBHBIE (DOPMBI 3aHATHIA
(pa300p KOHKPETHBIX CUTYyallUi) B COYCTAHUH C BHEAYTUTOPHOU PabOTOH.

Bech NeKIIMOHHBII Kypc MOCTPOEH Ha OCHOBE COBPEMEHHBIX MH()OPMATUBHBIX KPUTEPUEB
JTUATHOCTHKH, JICUCHUS H peadwiuranud OOJIbHBIX. JIeKIMM dYHTaloTCs ¢ TPUMEHECHHUEM
COBpPEMEHHBIX CpencTB JIEMOHCTPAIIMOHHBIX MM-npe3eHTanuu. [Tonyuenue
NpOPECCHOHANIBHBIX 3HAHUU OCYINECTBISCTCA IMyTEM HU3YYEHHUS MPEAYCMOTPEHHBIX y4e€OHBIM
IUTAHOM Pa3/ieJiOB TUCIUIUIMHBI HE TOJBKO Ha JIEKUHUAX, HO M CEMHUHAPCKUX U MPAKTHUECKUX
3aHITHSIX, KIIMHUYECKUX 00X0/axX, MPOBOJAUMEIX MPOQPECCOPCKO-TPENOIABATEIIHCKUM COCTABOM
B PaMKaX OTBEJCHHBIX YU€OHBIM IUIAHOM U NMPOTPAMMOI 4aCoB.

CemuHapcKue 3aHATHsI TPOBOMASTCS B HHTEPAKTHUBHOW (opme, OpAMHATOPHI TOTOBST
nmpe3eHTaluyl, JOKJIaabl, OOMEHHBAIOTCI MHEHHEM [0  Mpo0ieMaTHKe  CeMHHapa.
[IpenycmarpuBaeTcsi caMOCTOSITENIbHAs padoTa ¢ JINTEpaTypoil.

8. DopMbI TEKYLIET0 KOHTPOJIA U NPOMEKYTOYHOM aTTeCTAllMHM, KPUTEPUH
OLIEHKH

Texkymuii KOHTPOJIb KaueCTBAa YCBOCHUS 3HAHWUW, YMEHWMW, BIAJCHUN IO JUCUUILIAHE
IIPOBOAMTCA B 2 JTarma:

1. TectupoBanue — 10 BOIIPOCOB 10 pa3iery

2. YcTHOE cobeceloBaHUE 110 KOHTPOJIBHBIM BOIPOcaM — 2 BOMpoca IO pasieny

B psne cinydaeB B KOHIIE M3y4eHHUS HEKOTOPBIX pa3JielioB YCTHOE coOecelOBaHME MpHU
MPOBEACHUU  INPOMEXKYTOYHOIO  KOHTpOJIA  JOINOJHAETCS  pPELIEHHEM  KIMHUYECKOU
(curyaunonHoM) 3agaun. CUTyallMOHHAs 3a[a4a COJEP>KUT ONMUCaHHE KIMHUYECKOW CHUTyalllH
IIPU IIPOBEIECHUH MEIUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS U PsJI BOIIPOCOB.

Ha nmepBom 3Tane Kakaplii OpAUHATOP MOIYYaeT TECTOBOE 3a/IaHHE, KOTOPOE BBIITOIHAETCS
IIMCBbMEHHO, BpEMs TECTHpPOBaHMs cocTaBisdeT 10 MUHYT. 3a4eT MO TECTUPOBAHUIO CTABUTCH,
€CJIM OpAMHATOP MPABUIILHO OTBETUII HE MeHee, ueM Ha 70% TeCTOBBIX 3aJIlaHUM.

3areM OpAMHATOp MOJy4aeT 2 KOHTPOJBHBIX BOIIpOCAa IO MNPOMAEHHOMY pasJeny,
roropurcs 20 MHUHYT, TOCiI€ 4Yero JaeT YCTHBIA OTBET. B cimydae, korma B pamkax
IIPOMEXYTOUYHOTO KOHTPOJII HCIIOJIB3YETCSl PEIIEHUE KIMHUYECKON (CUTYallMOHHOM) 3aJaud,
OpAMHATOp MoJTy4aeT 1 3amauy, JaeTcs NOMOJHUTENbHOE BpeMs Ha pemenne — 10 munyT. OTBET
OpAMHATOpPA OLICHUBAETCA MO S5-TU OaNbHOM cucTeme.

OO61as oneHKa Mpy MPOBEIEHUU MPOMEKYTOUHOIO KOHTPOJIS TOJIKHA YYUTHIBATH OLIEHKU
3a Bce dTanbl. HeynoBieTBOpPHUTEIbHBIE Pe3yiabTaThl Ha JIOOOM 3Tale JaeT NpenojaBaTesio
MIPaBO CHMXKATh OLIEHKY WJIM HE aTTECTOBATh OPAUHATOPA 10 JAHHOMY pa3zeily.

IIpoMeskyTOUHasi aTTeCTALUS IPOBOIUTCS B (hOpME 3aueTa ¢ OLIEHKOM, KOTOPBII COCTOUT
U3 JIBYX 3TAaIlOB:

1. TectupoBaHue NPOBOAUTCA B KOMIBIOTEPU3UPOBAHHOM Bapuanre. IIporpamma
aBTOMaTU4YeCKu (HOpMUPYET Cay4ailHyt0 BBIOOPKY M3 TECTOB IO BCEM pazfiesiaM, COJEPKalyIo
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100 BompocoB. OpauHaTopy BHIOMpAET MpaBUIbHBIE OTBETHI, HA TECTUPOBaHWE OTBOAUTCS 60
MUHYT.

2. YcTHOE colecenoBaHue MO KOHTPOJIBHBIM BompocaMm. Kaxawlii opAauHaTop
MOJTydaeT OWJIeT, KOTOPBIM COCTOMT U3 TPEX TEOPETHUYECKUX BOIPOCOB W3 PA3HBIX Pa3/IeioB
JUCIUIUIMHBI M CUTYallMOHHOW 3ajadyu, roToBUTcS 40 MUHYT M JaeT YCTHBIM oTBeT. OTBET
OIICHUBAETCS IO 5-TH OAIILHOU cucTeMe.

Kpurepun oneHk# pe3y/ibTaTOB TeCTUPOBAHMS:

TecToBoe 3a7aHue 3aCUUTHIBACTCS C OLEHKOW «YyJOBJIETBOPUTEIBHO», €CIU COUCKATEIb
MIPaBUJILHO OTBETUJ HE MeHee 4eM Ha 70% TecTOBBIX 3aJaHMil, C OUEHKOHU «xopowmo» npu 80%,
«oTinyHO» 1pu 90% IpaBUIIbHBIX OTBETOB

Kpurepun oueHku npu yCTHOM co0eceJ0BAHUM

- OLICHKA «OTJIUYHOY» CTABUTCS B TOM CJydae, KOrja OpJUHATOP IIyOOKO U MPOYHO YCBOMII
BECh MPOTPaMMHBIA MaTepHall, WCYEpIIbIBAIOIIE, MOCIEeI0BATEIbHO, IPaMOTHO M JIOTHYECKU
CTPOMHO €ro M3JlaraeT, HE 3aTPYAHSIETCS C OTBETOM IPU BUIOM3MEHEHHUM 3aJaHHs, CBOOOIHO
CIIPABIISIETCS C PElIeHuEM KIMHUYECKUX 3a/1ay, MPaBUIbLHO OOOCHOBBIBAECT MPHUHSTHIC PEIICHUS,
YMEET CaMOCTOATENIbHO 00001IaTh M U3J1aratb MaTepuai, He JOMycKasi IPH 3TOM OIIHOOK;

- OILIGHKAa «XOpOILI0» CTaBUTCS, €CIM OPAMHATOP TBEPJO 3HAET MPOTPAMMHBIN MaTepHal,
rPaMOTHO U IO CYIIECTBY M3J1araeT ero, He JIOMYCKAeT CYIIECTBEHHBIX HETOUHOCTEHN B OTBETE HA
BOIPOC, MOXET MPABUIBLHO MPUMEHATh TEOPETHUECKUE MOJIOKEHUS U BIaZeeT HeOOXOAUMBIMU
YMEHUSMH U HaBBIKAMU TIPH BBIMOJHEHUHU MTPAKTUYECKUX 3a/IaHUI;

- OIICHKA «yJIOBJIETBOPHUTEIHHO)» CTAaBUTCS, €CIIM OPJUHATOP OCBOMJI OCHOBHOM MaTrepual,
HO HE 3HaeT OTACJBHBIX JeTalied, JOMYyCKAeT HETOYHOCTH, HEIOCTATOYHO IIPABUIIHHBIC
(bOpMyIUPOBKH, HAPYIIAET IMOCJIEIOBATEILHOCTh B M3JIOKEHUHU MPOrPaMMHOrO Marepuana
WCIIBITBIBACT 3aTPYIHEHUS MPU PEIICHUH KIMHUYECKOM 3a1a4u;

- OLICHKa «HEYJIOBJIETBOPUTEIBHO» CTaBUTCA, €CIM OPAMHATOP HE 3HAET OTIEIbHBIX
pa3ienoB MPOTPaMMHOIO MaTepHayia, JIOMYyCKAaeT MpPHU OTBETE CYIIECTBEHHBIC OIIMOKH, HE
BBITNIOJIHSIET MPAKTUYECKUE 3aJaHUs1, HE IPUBOAUT PEIICHUE KIMHUYECKOM 3aauH.

[To pesynpraTamMm o00OMX JTaroB OMNpenensieTcs O0O0Ias MTOroBas OIIEHKA 3ayeTa.
HeynoBnerBopurenbHble pe3ylnbTaThl HAa JIOOOM JTale JaeT MPEenojaBaTeli0 MPaBO CHUXKATh
OIICHKY WJIM HE aTTeCTOBATh OPJIMHATOPA.

9. OueHOYHbBIE CPeACTBA /ISl TEKYIIero KOHTPOJIS U IPOMEKYTOYHOH aTTeCTALMN
IIpuMeps! OLIEHOYHBIX CPEICTB:
OneHouHble cpeacTBa (KOHTPOJIbHO-U3MEPUTENbHBIE MaTepHalibl JJii BCEX BHUJOB
aTTeCTalluK) COCTABJICHBI MPEMNOAaBaTENIIMHU, IEPHUOIMUECKH OOHOBIISIIOTCS.
IIpuMepsI OLIEHOYHBIX CPEACTB:

1) KoHTpobHbIE BONIPOCHI:

1. Bxnang @. ["anibTOHA B pa3BUTHE TEHETUKHU

2. 3HaueHue METUIIMHCKON TeHEeTUKHU I OOIIEeH MaToIOTuH YeI0BeKa.
Knaccudukanus 6ome3Heil uenoBeka (reHETUYECKUE acTIeKThl).

3. DTHONIOTHS U TATOTeHE3 MOHOTEHHBIX O0JIe3HEH.

4, Pa3mep renoma venoBeka. dusnyeckne U reHETUIECKHUE MEPBI PAa3MEPHOCTH
reHoma.

S. bone3nu o6meHa kiieTouHbIX opraHesul. JInzocoMuslie 601€3HU (3THOIOTHS,
naToreHes, Kiaccuukarys, KIMHAKA, JUATHOCTHUKA).

6. [IpuHIIMTT ¥ TPUMEHEHHUE TTOTUMEPA3HOM LIEMTHOW PEaKIUU.

7. [TpuHIMITEI TMaTHOCTUKY HACIIEJCTBEHHBIX Oosie3Hel oOMeHa. [lokazanus mmis
MPOBECHUS OMOXUMUYECKOM TUAarHOCTHKU.

8. HeonaranbHblil CKpUHUHT. 3a00JI€BaHUs, BBISIBIISIEMbIE TIPU TPOBEICHUN
HEOHATaJIbHOI'O CKPUHUHTA.

9. CeneKTUBHBIN CKPUHUHT Ha HACJIECTBEHHBIC O01e3Hr oOMeHa. [Tokazanwust st

MIPOBEICHUS OMOXUMUYECKON JTUArHOCTUKH.
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10. BrHoXMMUYECKHii IpeHaTanbHast JMarHOCTUKA C MCIIOJIb30BAHHEM CHIBOPOTOUHBIX
MapKepoB MEPBOrO U BTOPOTr0 TpUMecTpa OepeMeHHOCTH. [IporpaMMBbl pacueTa pucka.

11. Crpykrypa reHa. DK30HbI, HHTPOHBI, PErYISTOPHBIE 00IaCTH, CIIEHCEPHI.

2) TecTOBbBIC 3aJAHUSA:

1. HUTOT'EHETUKA — 3TO HAYKA, KOTOPAS U3YUAET
a) CTPYKTYpPY U (YHKIIMH XPOMOCOM

0) cTpoeHUE KIETKU

B) CTPOCHHE XPOMOCOMBI

2. I'ETEPOXPOMATHH- 5TO

A) KOH/IEHCUPOBAHHBIE, TPAHCKPUIILIMOHHO HEAKTUBHBIE [10CJIEJ0BATEILHOCTU
xpomocomuo# JIHK

b) nexoHaeHCUpPOBaHHBIA XpOMaTHH

B) ctpykrypsl, cogepxkaiue ocoosie Tunbl JJHK u 6e1xu, koTopbie 00pa3yroT KOHIIEBbIE
Y4acCTKH XpOMOCOM

3. N30XPOMOCOMA 3TO XPOMOCOMA, ObPAZOBAHHAA

A) B pe3yibTare CIUSHUS IBYX KOPOTKUX WM ABYX JJIMHHBIX IJIEY XPOMOCOM
b) B pe3ynbTare nenenuu AIMHHOTO I1JIe4a XPOMOCOMBI

B) B pe3ymnbTare nenenuu KOpOTKOTO Mieda XpOMOCOMBI

4. NMHTEPCTULINAJIBHA A JEJIELINA — 5TO

A) moTtepst TETOMEPHOTO y4acTKa XpOMOCOMBI

b) noTteps XxpoMOCOMHOT0 MaTepuana BHyTPHU IIe4a XpOMOCOMBI
B) noteps nieHTpoMepbl XpOMOCOMBI

S. 3HAUUTEJIBHOE ITOBBIINEHWE YPOBHA HEINIPAMOI'O BMJINPYBEMHA
B KPOBU ITAITMEHTA ABJIAETCA JUATHOCTUYECKUM KPUTEPUMEM

OCTPOU reéMOJINTUYECKON aHEMUU

a) Cungpoma Xupbepa

6) Cunapoma Cekkens

B) cunapoma llepemesckoro-TepHepa

I) (peHUIKEeTOHYpHUH

6. JIABOPATOPHAS IUATHOCTUKA I'AJTAKTO3EMUU BKJIFOUAET:
A) onpezeneHne HATMYKS HEUTPAILHOTO XKUpa B Kajie

b) onpenenenue ypoBHsS akTUBHOCTH 3J1aCTa3bl B Kajie

B) onpenenenue ypoBHs (peHMIaTaHUHA B KPOBU

I') onpenenenue ypoBHs IIIOKO3bI B MOYE

7. [TPU ®OCDAT-IMABETE B MOYE OITPEJIEJIAETCSA [TOBBIINEHUE
YPOBHA:

A) Gaktepuit

b) nefikonutoB

B) docdaros

I') saputpouuToB

8. B BUOXNMUYECKOM AHAJIM3E KPOBU IMAIIMEHTA C BOJIE3HBIO
MUOJUCTPO®USA AIOIIEHHA OTMEUYAETCS 3HAUUTEJIBHOE TTOBBILIEHUE
YPOBHAI:

A) TIIFOKO3BI
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b) kpearundocdoxnnazpi
B) menpsimoro 6mnupyorHa
I') obmiero 6enka

) CPb

9. B MOYE VY ITAIHIMEHTOB C BOJIE3HbIO BUJIbCOHA-KOHOBAJIOBA
OINPEAEJIAETCA ITOBBILIEHHOE KOJIMYECTBO:

A) Oaktepuit

b) neiikonuroB

B) mequ

[")aputponuron

10. BBISIBJIEHUE SPINA BIFIDA V IVIOJA I10 PE3YJIbTATAM Y31 MOXET
COITPOBOXIATBHCA ITOBBILLIEHMEM YPOBHA:

A) ADII B cbIBOPOTKE KPOBH OEpEMEHHOM KEHIIMHBI

b) PAPP-A B chIBOPOTKE KpOBU OEpEMEHHOMN KEHILUHBI

B) tecTocTepona B CHIBOPOTKE KPOBH OEPEMEHHOM KEHIIUHBI

I') XI'Y B cbIBOpOTKE KPOBU OEPEMEHHOM JKEHIIIMHbI

3) Kinununuyeckue (CUTyauMOHHbIE) 3a1a4M:

3apaua 1

[TanrenTka oOpaTHiIach Ha KOHCYJIbTALMIO K TEHETUKY C 11E€JIbI0 IPOTHO3a HOTOMCTBA.

Cpoxk 6epemennoctd - 15,1 Henens.

[To JaHHBIM KJIMHUKO-TE€HEATOTHYECKOr0 aHAJIN3a YCTaHOBJIEHO, YTO 2 POAHBIX OpaTa u 1
JIBOIOPOJHBIN OpaT MallMEHTKH CTPa/latoT HACJIECTBEHHBIM X -CLIETVIEHHBIM PEIIECCUBHBIM
3aboneBanueM (cunapoM Maptuna-benn). Cama nanueHTKa sBIsSETCS HOCUTEIBHULIEH JTaHHOM
naToJjioruu (3abosieBaHMe P 3TOM KIIMHUYECKHU He nposBisgercs). [lannenTtke B cpoke 14,3 Hen.
6su10 npoBenieHo Y3U. o pesynbraram uccienosanus rpyosix BIIP y miioaa BeisiBeHO He
ObUT10. BBUT OMIpeiesieH Mot 1I0/1a - MY>KCKOM.

Bomnpocsr:

1. KakoBa BeposSITHOCTh MPOSIBICHUS [1aTOJIOTUN y peOEHKa B TJaHHOM CITy4yae

2. OnucaTte METOABI IPEHATAIILHON IUAarHOCTUKH, TO3BOJIAIOIINE TUATHOCTUPOBATh
cuHapoM MapruHa-bera y miona

3. Bo3MosxHO 1 ITpoBeieHne BepUpUIMPYIOLIeH TUarHOCTHKH B 1-M TpumecTpe?

3amaua 2

[TaruenTKa oOpaTuIach Ha KOHCYJIbTAIMIO K TEHETHKY C LIE€IbI0 TPOrHO3a MOTOMCTBA.

Cpok 6epemennoctu - 14,0 Henenb.

Ha MOMEHT KOHCY/IbTallMM MOJIy4Y€HbI pe3yJIbTaThl CKPUHUHTA Ha HACJIECTBEHHYIO U
BPOKACHHYIO naTojoruto 1-ro tpumectpa (mporpamma ASTRAIA). Ilo pesynsTaram
MCCJIEIOBaHMSI YCTAHOBJIEHO 3HAYUTENIbHOE MOBbIIIeHne ypoBHs Oeta-XI'Y Ha done
CHI>KEHHOTO ypoBHsI PAPP-A.

Bomnpocsr:
1. Puck kakoil maTon0ruu MOBBIIIEH Y TUIOJA B JAHHOM cliydae?
2. Kaxoit MmeTon mpeHaTanbHOM TUAarHOCTHKH 11€71€CO00pa3HO MCTIOIB30BaTh JJIs

UCKJIFOUEHUS 3a00J1eBaHus?

3amaua 3

[TanmeHnTKa OOpaTHIIACh HA KOHCYJBTAIMIO K TEHETUKY C IIEITBI0 TIPOTHO3a IIOTOMCTBA.
Cpok 6epemenHocty - 19,4 menenm.

M3BecTHO, 4TO 1O pe3ysibTaTaM CKPHHHHTA HA HACIEICTBCHHYIO U BPOXKICHHYIO
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natosioruto 1-ro tpumectpa (mporpamma ASTRAIA) maToioru4ecKkux OTKIIOHEHUH BBISIBIICHO
He ObU10. IHIUBUAYaTbHBINA PUCK TAIIMEHTKH 110 XPOMOCOMHOM MaTOJIOTHH Y TUIOAA HE
MOBBIILIEH.

Ha xoHcynbTanuo npeaocTaBieHbl pe3yabTaTbl UCCIEA0BAHNS CHIBOPOTOYHBIX MAPKEPOB
2-ro TpuMecTpa. OTmMeuaercs 3HaunTeNbHOE noBbiieHue ypoBHs ADI] Ha poHe HOpMaTBHOTO
ypoBHs XI'U.

Bomnpocnr:

3. Puck kakoil maToaoruu MoBBIIIEH Y JIOa B JAHHOM cliydae?

4. Kakoii MeTo1 mpeHaTanbHON AUarHOCTUKHU L1e1eco00pa3Ho UCIIOIb30BaTh I
UCKITIOUeHUs 3a001eBaHMs?

3amaua 4

Ponutenu Bmecte ¢ pebeHKOM 00paTHiINCh Ha 00CIeI0BaHIE B TEHETHUECKYIO KIIMHUKY 10
pPEKOMEH1alliK Bpada-KapAHoJora ¢ Le/lblo YTOUHEHUS AUarHosa.

W3 anamHue3a uzBectHO, yTo B 2013 T. j1eT pebeHKy ObLI0 TPOBEICHO 2 ONepaluy Mo
MOBOJy HaJIKJIallaHHOTI'O CTEHO3a aopThl. B nmepuoj rocnuranuzanuu y peOeHka oblia
KOHCYJIbTAILIUS TEHETHKA, 10 pe3ybTaTaM KOTOPOM Bpay 3al0/103pUil HAIMYNE CUHIPOMAJIbHON
[IATOJIOTUH - CUHApPOM Bunbsmca.

OOBEeKTHBHO y pebeHKa OTMEUAI0TCs Crielu(pUIecKue N3MEHEHUS CO CTOPOHBI JIUIIA,
XapakTepHble Ui cuHApoma Buibsamca.

Bomnpocsr:

1. Kakoii MeToJ1 1ab0opaTOpHOM JUArHOCTUKYU MO3BOJIUT MOATBEPAUTH JUATHO3

2. Onuiure METOIUKY MPOBEAEHUS JAHHOTO UCCIIEI0BAHUS

3amaua 5

[TaruenTka 0OpaTHUIach Ha KOHCYJIbTAIMIO K TEHETUKY C LIE€IbI0 IPOrHO3a TOTOMCTBA.

Cpok 6epemenHoctu - 13 Her.

Jlannast GepeMeHHOCTb 2-51. [IepBbIif peOeHOK y MalMEeHTKU CTPaJaeT MUOAUCTPOPHEi
JromeHHa (Hacae1CTBEHHBIM X-CIIETIJICHHBIM pelieCCUBHBIM 3abosieBaHueM). Kpome Toro no
JAHHBIM KIIMHUKO-T€HEAJIOTMYECKOT0 aHaJIN3a YCTaHOBJIEHO, YTO Y MALIMEHTKH €CTh 2 POJHBIX
JISI1A TIO MaTePUHCKOM JIMHUM C aHAJTOTMYHOM MaTOJOTHEH.

3ananmne:

1. [TpoBecTn MENNKO-TEHETUYECKOE KOHCYJIBTUPOBAHNE CEMbU. OLIEHUTh PUCK
pasButus Muoauctpoduu JlronenHa y pebeHka oT BTOpoi OepeMeHHOCTH

2. CoctaBuTh maH o0cae0BaHusl OepeMEHHOM C LIETbI0 UCKITFOUEHUS
muonuctpodun JlromenHa y mioaa

3agaua 6

[TarueHT 0OpaTUIICS B TEHETMUECKYIO KIMHUKY C HENbI0 00CIeTOBaHMS ISl yTOUHEHUS
JMar’osa.

2KanoOsl: KEeNTYIIHOCTh KOKHU U CKIIEP.

I/I3 aHaMHE3a U3BECCTHO, UTO BHepBBIe Ha )KGJ'ITYHIHOCTI) CKJ'Iep ITaITUCHT O6paTI/IJ'I BHUMAHHC
MOJITo/1a Ha3aa. B 3TOT ke mepuoj MaTh nalyeHTa o0paTuia BHUMaHHE Ha JKEITOBAThIM OTTEHOK
KOXXH CBbIHA. CaM IMaIqUuCHT JIOHyCKaeT, YTO BO3MOXHO N paHLme CKHepBI 1 KOXXKa UMCJIN
JKENTOBATBIA OTTEHOK, OJTHAKO OH HE MPUJIABATl ’TOMY 3HAYEHUS.

ITo pe3ynpTraraM OMOXMMHYECKOTO aHAJIN3a KPOBHU OBIJIO YCTAHOBJICHO MOBHIIIICHUE YPOBHS
obmrero OunupyOrHa 3a CYEeT HEMpsIMOTo. 3armoA03peH cuHapoM Kunnoepa.

Bomnpochsr:
1. Kakoii meTos 1a60paTOpHON AUArHOCTUKH MO3BOJIUT NOATBEPAUTH IUATHO3
2. Onumure METOIUKY MPOBEACHUS JAHHOTO UCCIIETOBAHUS

3agaua 7
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Mawma BmecTe ¢ peGeHKOM 3-X JIeT 00paTUiINCh Ha KOHCY/IbTALMIO K TEHETUKY C LEIbI0
o0cieoBaHus J1s yTOUHEHHUS JUAarHosa.

KanoOsr:

- YaCThIe PEUUIUBUPYIONINE HHPEKIIUU HIDKHUX JIBIXaTEIbHBIX MyTeH

- OOMJIBHBIN KUPHBII CTYJI C YaCTUYKAMHU HETIEPEBAPEHHOMN MUILU U PE3KUM HETPUSTHBIM
3arnaxom

W3 anamHe3a U3BECTHO, YTO peOCHOK OT 2-i OEpeMEHHOCTH, 2-X pooB. [Ipenbiayuii
peOeHOK yMep B HEOHATAIBHOM MIEPUOJIEC OT OCTPOM KUIICYHOW HEITPOXOuMOCcTH. B 06omx
CIIydasix Mal[MeHTKa He BCTaBajia Ha y4eT B )KEHCKYIO0 KOHCYJIbTAIUIO, POJbl ObUIH JOMAIIHUE.

Bonpocer:

1. Y CcTaHOBUTD MIPEIBAPUTENbHBIN Tuarno3 y pedbenka. Kakue cuMntTomsl SBISIOTCS
MaTOrHOMOHUYHBIMHU JIJIsl JAHHOM MMaTOJIOTUU

2. CocTaBuTh mi1aH BepUPHUIHUPYOMIEH JUArHOCTUKY (IIEPEUUCITUTh BCE METO/IbI)

3anaua 8

Ha xoncynbTanuio o0patuiack CynpyxKeckas mapa ¢ 1ejblo IPorHo3a MoTOMCTBA.

CeMbs IaHUPYET JETOPOKICHHE.

[Tpu cOope aHamMHE3a YCTAaHOBJIIEHO, YTO CYIIPYTH HMEIOT OAHOTO peOeHKa, Y KOTOPOTo ObLI
JTUarHOCTHpOBaH cuHIpoM Mapdana. Taxxe cunapomom Mapdana cTpagaer cynpyr
MAIMEHTKH U €T0 MaTh.

3amanmue:

1. [IpoBecTn MeANKO-TEHETUUECKOE KOHCYIBbTUPOBAHHE CeMbH. OIIECHUTh PUCK
pa3ButTHUs cuHApoMa MapdaHa y mocienyronux eTeid B JaHHON CYIPYXKEeCKOoi mape

2. CocTtaBuTh MIaH 00CIIEIOBAHUS KEHIITUHBI B IIEpUO] OEPEMEHHOCTH

3anaua 9

Bac BbI3BanM Ha CPOUYHYIO KOHCYJIBTAIUIO B MH(DPEKIIMOHHOE OT/IEIEHUE TOPOJICKON
OonpHuIbL. [lanmentka — 6epemenHas sxeHmuna. Cpok 0epeMeHHOCTH - 18,5 Henenb.

Huarnos: BUY, octpelii TOKCOIIa3MO3.

ITo pe3ynpraTam CKpUHHMHTA 1-TO TpUMECTpa y MAIMEHTKH OBl YCTAHOBJIEH BBICOKUN PUCK
XPOMOCOMHOM MATOJIOTUH Y TI0/1a (Hanuuue Y 3-MapKepa — pacIiiupeHue TOIIHHbI
BOPOTHUKOBOTO ITPOCTPAHCTBA, HAIMYUE OMOXUMUYECKUX MAPKEPOB — 3HAYUTEIbHOE CHUKECHHE
ypoBHst PAPP-A Ha ¢one noBblmieHHOro ypoBHs 6era-XI ).

3amanue:
1. CocraBbTe MIaH UHAUBHYaTEHOTO 00CIIEIOBAHUS MAIUEHTKU
2. BOSMO)KHO JIM B JAHHOM cnytlae HCITIOJIB30BAHUEC NHBA3UBHBIX METOAOB IJIs1

HCKIIIOYCHUA XPOMOCOMHBIX Hapyu_ICHI/Iﬁ Yy mioaa. Eciu «ﬂa», KaKoM MeTOoJ SBJISIETCS
npeaArIOYTUTCIIbHBIM.

3anava 10

Bac BbI3Banu Ha KOHCYNBTAIMIO B OT/ICJICHHUE MTATOJIOTUU HOBOPOXKICHHBIX AETCKOU
OOJILHHUIIEI.

JKanoba nevamero Bpaua: Hamuuue y peOeHKa MHOKECTBEHHBIX CTHTM JAU3IMOpHOreHe3a,
BIIC.

[Tpu cObope aHaMHe3a YCTaHOBJIEHO, YTO pebeHOoK OT 1-it GepemeHHOCTH, 1-X POJIOB.
Bo3zneiicTBue 3K30reHHBIX TepaTOTeHHBIX (PaKTOPOB B MEproa OEPEMEHHOCTH MaTh peOCHKa
OTpHILIALT.

OOBEKTUBHO Y peOeHKa OTMEUAIOTCSI MHOYKECTBEHHBIE CTUTMBI TU3IMOPHOTECHE3a:
KBaJIpaTHAst HECKOJIBKO accuMeTpuyHas ¢popma uepena. [ umeptpuxo3 Ha 10y, pocT BOJIOC Ha
0y 1o Tuny "3aBUTKA'"; aHOMaJIbHAs ()OpMa YITHBIX PAKOBUH (BBITSHYTHI KBEPXY U 3a0CTPEHBI,
KO3ETIKH HECKOJIBKO THIOIUIa3UPOBAHbI, B 00JIaCTH MOYEK OTBepcTUs ((HUCTYHI?)); IEpBBIC
Hanblibl Ha KUCTSIX OCOOCHHO AUCTalbHbIE (halarHu paclIMpPEHbl; Ha CTOMAX - Ha JIEBOU
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NOCTaKCHaJIbHAas MOJIMAAKTUIINS, HA IPaBOM - EPBbIH Majell yKOPOUYeH; HIKHUE KOHEYHOCTH
BU3YaJIbHO YKOPOYEHBI, KOCOJIAIIOCTD JIETKOW cTeneHu obeux crorl. 1o pesynpratam IxoKI y
pebenka 611 quarnoctupoBan BIIC.

3amanue:
1. OnpenenuTh Kpyr MpeanoiaraeMbIX THarHo30B
2. CocTaBUTh ILTAH 00CIIEA0BAHUS

10. YueOoHO-MeTOAMUYECKOE M HH(POPMALMOHHOE 00ecTeyeHue JUCIUIINHBI

10.1. JIuteparypa:

OcHoBHas:

1. Bouxog, H. I1. Knuanueckas reneruka: yaeonuk / H. I1. boukos, B. I1. ITy3sipes,
C. A. CmupHuxuHa. — 4-e u3z., nepepad. u gon. — Mocksa: I D0OTAP-Menua, 2020. — 592 ¢. —
ISBN 978-5-9704-5860-0. — Tekct: anexrponnsiii / DBC "KoncynsTant cryaenrta": [caiit]. —
URL:
http://ezproxy.ssmu.ru:2048/login?url=http://www.studentlibrary.ru/book/ISBN9785970458600.
html

2. HacnencrtBennsie 0ose3HHM: HAIMOHAIBHOE PYKOBOJCTBO @ KpaTkoe u3gaHue /
pen.: E. K. I'unarep, B. I1. Ily3sipeB. — MockBa: I DOTAP-Meaua, 2017. — 464 c. — ISBN 978-5-
9704-3969-2. — Tekct: snektponnsni / DbC "Koncynprant Bpawa": [caiit]. — URL :
http://ezproxy.ssmu.ru:2048/login?url=http://www.rosmedlib.ru/book/ISBN9785970439692.htm
I

3. Wnzens, T. H. IuddepeHunanbuplii UarHo3 TeHETUYECKH JeTePMUHUPOBAHHBIX
CHHIPOMOB M HaciencTBeHHbIXx 3aboneBanuit / T. H. Mnzens. — MockBa: MeaumHckoe
uHpopmannoHHoe areHtcTBo, 2016. — 192 c. — ISBN 978-5-9986-0276-4. — Texkcrt:
anektponHsid // OBC "Meaununckoe wuHpopmanmonHoe areHtctBo": [caiit]. — URL:
http://ezproxy.ssmu.ru:2048/login?url=https://www.medlib.ru/library/library/books/3205

4. Kaccumepuc JI., Oxc P., JIstoun b. Knetku mo Jlstouny / Pen. Kaccumepuc JI.,
JIstonn b. — M.: JlaGopatopus 3Hanmii, 2021. — 1056 c.

S. Kopdp b.P., Ilputuapn M.JIx. Harnsannas wmeaunuHckas reHetuka / Pen.
Boponuna E. — M.: I'D0TAP-Meaua, 2018. — 304 c.

6. Kpebe k., Kunanatpuk C., [N'ogamreitn 3. I'enst 1o JIstouny / Pen. Pebpuxos
J.B. — M.: JlaGopatopus 3Hanwuii, 2019. — 919 c.

7. Pynenckas, I'. E. HacnenctBenHblie HelipoMeTaboarueckue 00JIe3HN FOHOIIECKOTO
u B3pocioro Bo3pacta / I'. E. Pynenckas, E. FO. 3axaposa. - Mocksa : [D0OTAP-Menua, 2019. -
392 c. - (Cepus "bubnmoreka Bpaua-crenuanucta"). - 392 c¢. (Cepus "bubmmoreka Bpaua-
cnenuanucra") - ISBN 978-5-9704-4855-7. - Tekct : snekrponHbit // DbC "KoncynbTanT
crynenta" : [cait]. - URL : https://ezproxy.ssmu.ru:2877/book/ISBN9785970448557.html . -
Pexxum noctyna : o nmoanucke.

JlonmosiHUTEIbHAS:

1. bapanos B.C., Kyznmenosa T.B., KameeBa T.K. u np. Ilepunaranbhas
JTUAarHOCTHKA HacJeACTBEeHHBIX Oosie3Heit. Cocrositnue u nepcnektuBbl. — CII6.: U3n-Bo H-JI,
2020. - 471 c.

2. DHIOKPUHOJNOTUS [DIEKTPOHHBIM pecypc] : HaIMOHAIBHOE PYKOBOJICTBO
Kpatkoe uznanue / nox pen. : M. U. [lenosa, I'. A. MenpHHuYeHKO. - 2-€ U3[., epepad. u JIo1. -
DekTpoH. TekcToBbIe maH. - M. : [DOTAP-Memua, 2020. - 832 c., 1 on-line. - (HarmonanbHbIe
pykoBojcTBa). - Cucrem. TpeboBanus: ADOBE ACROBAT READER 7.0; Windows 2000 u
BBIIIE. - 3arjl. ¢ TUTYJ. DKpaHa. - JJEKTPOH. BepcHs med. myOnukanuu. - JlocTymeH mocie
ABTOPH3ALIHH.

3. Kaccumepuc JI., Jluaranma B. P., Ilnonmep . Knetku mo Jlstouny //Mockga:
Jlaboparopus 3Hanumii, 2016. 1056 c. — 2016.
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4, 'eneTnka B KIMHWUYECKOW mpakTuke: PykoBoactBo mnsi Bpaueit / B. H.
I'opoynoBa, M. A. KopxeneBckasi, JI. E. Auucumona [u np.; [log oOmeit pempakuuein B. H.
I'opoynoBoii, M. A. Kopxeneckoit. — Cankt - IlerepOypr: OOmeEcCTBO ¢ OrpaHHYCHHON

oTtBeTcTBeHHOCTHIO "M3narenscTBo "CrnenJlut", 2015. — 329 c¢. — (PykoBoACTBO Juist Bpauei). —
ISBN 9785299006728.

S. [lepunaranbHas JAMAarHOCTHKA HAcleICTBEHHbIX Oonesnedl. CocrosiHMEe W
nepcnektuBbl / B. C. bapanos, T. 3. MBamenko, T. K. KameeBa, T. B. Ky3nernora. — 2-¢
u3nanue, nepepadorannoe u gononHenHoe. — Cankr-IlerepOypr: OOO "Oko-Bekrop", 2017. —
471 c. — ISBN 9785906648501.

6. ['eneruka denoBeka o doremto u Motyncku. [Ipo6iemsr u moaxonsr [Teker] :
pykoBojactBo / mox pen. M. P. Cneituepa, C. E. Antonapakuca, A. I'. MoTyscku ; Hayd. pe.
nep. B. C. bapanos ; pex. nep. T. K. Kameesa, T. B. Ky3uenosa. - 4-e uzn. - CII6. : H-JI, 2013. -
1056 c. : puc., Tabn. - [Ipeam. ykas.: c. 1030-1056. - Ilep.u3n.: Vogel and Motulsky's human
genetics. Problems and approaches : with 343 figures and 76 tables / M. R. Speicher, S. E.
Antonarakis, A. G. Motulsky. - 4th, completely revised ed. - Berlin, 2010. MykoBucuu103:
monorpadus / pex. H. M. Kanpanos, H. 0. Kammpckas. — MockBa: Meanpakruka-M, 2014. —
672 c. — ISBN 9785988033141. - Tekcrt: snektponnsiii / 9bC "BookUp": [caiiT]. — URL:
http://ezproxy.ssmu.ru:2048/login?url=https://www.books-up.ru/book/mukoviscidoz-2403332/

7. MykoBucuuno3: monorpadus / pen. H. M. Kanpanos, H. 0. Kammupckas. —
Mocksa: Meanpaktuka-M, 2014. — 672 c. — ISBN 9785988033141. - Tekcr: aneKTpoHHBIH //
OBC "BookUp": [caiir]. — URL: http://ezproxy.ssmu.ru:2048/login?url=https://www.books-
up.ru/book/mukoviscidoz-2403332/

8.

10.2ITpodeccnonaibHbIe 0a3bl JAHHBIX M HH(POPMALHOHHBIE CIIPABOYHbIE CHCTEMbI

Marepuanst  kypca pasmemedssl B OHMOC Tomckoro HHUMIL wu  nmoctynHel
3aperucTpUPOBaHHBIM I0JIb30BATEISM

JlocTyn K 3J1eKTpOHHBIM OMONIHOTEKaM U 0a3aM JaHHBIX ocyllecTBiseTcs yepe3 «EnuHoe
OKHO  yJIaJeHHOrO JIOCTylma K DJJEKTPOHHBIM  pecypcam». Agnpec s paOOThI:
http://ezproxy.ssmu.ru:2048/ s 3aperucTpUpOBaHHBIX M0JIb30BaTENEH

- EastView Information Services (MBUC.Iloanucka Ha nepuoudecKie u3ianus)

- eLIBRARY.RU

- ObC "KoncynbranT cryaenra”

- OneKkTpoHHas MeTulHCKas 6ubnuoreka "KoncynbTant Bpaya”

- AHOHC Hay4YHO-MeIUUMHCKUX KoHpepeHuul ("KoHcynpTaHT Bpaua')

- 3BC "Book-Up"

- ObC "Jlanp"

- 9bC "BOOK.ru"

- OBC "lOpaiit"(cTapas matdopma)

- OBC "HOpaiit" (HoBas miatdopma)

- Menutnackoe naopmarmonHoe areHTctso (MIUA)

- Hanuonanenas DnektpoHHast 6ubaroTexa HI0.pd

- Polpred.com

- 3apyOexHbie 6a3bl JaHHBIX:

- American Heart Association Journals (acccess until 14.01.2020)

- ScieceDirect

- ClinicalKey

- MEDLINE Complete EBSCO Publishing

- Nature Publishing

- Science

- Scopus

- SpringerLink

- zbMATH (maTemaTuka)
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http://ezproxy.ssmu.ru:2048/login?url=https://www.books-up.ru/book/mukoviscidoz-2403332/
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- Wiley Online Library

- Web of Science

- OTkpbIThIE 0a3bl TaHHBIX:

- Poccmiickass  ['ocymapcrBennass  bubmuoreka (PI'B)  pexum  gocryma:
https://www.rsl.ru/

- @DenepanbHas 3JIEKTPOHHAS MeAULIMHCKas onbmmoreka (POMB) pexum nocryna:
http://www.femb.ru/feml/

- bubmuoreka HUW TpaBmatonormu u opromeauu uM. P.P. Bpenena pexum
noctyna: http://library.rniito.org/autrights.html

- PsyJournals.ru — poccuiickass 0a3a Hay4YHbIX M HAYYHO-NIPAKTUYECKHX
NEePUOANYECKUX H3JAaHUNA MO MIMPOKOMY CHEKTPY AaKTyalbHBIX HPOOJIEM ICHXOJIOTHUYECKOM
HAyKH, IPAKTUKHA U 00pa30BaHMsl. peKuM Joctyma: https://psyjournals.ru/

- Consilium-Medicum — >kypHajibHas KOJUICKIUS HW3aTEbCKOIO XOJIAMHIA
«Menna Memukay pexxum pocrtymna: http://con-med.ru/

- HarnmonanwsHas snexktponnas 6ubnuoreka (HOB) pexxum gocrymna: http://H30.pd

- Untepuer-Bepcus  CIIC  «Koucynbrant  Ilmoc» — pexum  jgoctyna:
http://www.consultant.ru/

- OUIIC (dDenepanbHblii MHCTUTYT MPOMBINUICHHOW COOCTBEHHOCTH) — 0asa
nateHToB P® pexxum noctyna: https://wwwl.fips.ru/

- PubMed — Bepcuss xpynHeimei OubOmuorpaduueckoit 0a3er  Medline
https://pubmed.ncbi.nlm.nih.gov/

- PubMed Central — otkpeiTas mnoaHOTeKCTOBas ©0a3a  HarmonanbHO#M

Awmepukanckoit Menununckoit bubnuoreku https://www.ncbi.nlm.nih.gov/pmc/

- Directory of Open Access Journals (DOAJ) — otkpsiTast OGubauorpadpudeckas
6a3a mepuoMKHY MO Pa3IUYHbIM AUcUUIUIMHAM. https://doaj.org/

- Caiit Becemupnoiil opranuzanuu 3apaBooxpanenus http:// www.who.int/ru

- Koxpeiinosckoe (KokpanoBckoe) cotpyanndectso https://www.cochrane.org/

- Axanemuss Google (Google Scholar) — mnpunoxenue ot komnanun Google,
OCYILECTBIISIOLIEE TOUMCK PELEH3UPOBAHHBIX HAy4yHBIX cTaTed, 0030poB, MOHOrpaduil u
yaeOHuKoB https://scholar.google.ru/

- Espacenet — cepBep EBpasuiickoro [IaTE€HTHOI'O BEJIOMCTBA
https://ea.espacenet.com/

- United States Patent and Trademark Office — 06a3a mnarento CIIA
http://patft.uspto.gov/

- MalaCards — human disease database https://www.malacards.org/

- GeneCards — Human Genes // www.genecards.org/ Bce rensr uenoBeka

- cBioPortal for Cancer Genomics

- National Center for Biotechnology Information (nih.gov)
https://www.ncbi.nlm.nih.gov/

10.3 KiimHu4eckHne peKoMeHAaluu:

1. Hapymenuss oomena menu (6one3ns Bunbscona) y nereit: MKB 10: E83.0:
KJIMHUYEeCKHe pekoMeHaanuu / MunucrepctBo 3apaBooxpanenusi Poccuiickoit @enepanuu. —
Mocksa, 2016 — 36 ¢. — Tekcr : snmektponHblit / Cor3 neauatpoB Poccum : [caiiT]. — URL:
http://www.pediatr-russia.ru/information/klin-rek/deystvuyushchie-klinicheskie-
rekomendatsii/%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C%20%D0
%92%D0%B8%D0%BB%D1%8C%D1%81%D0%BE%D0%BD%D0%B0%20%D0%A1%D0
%9F%D0%A0.v2.pdf —https://clck.ru/NWog2 kopoTkast cChlIKa

2. Bonesup Tl'ome y pereit: MKB 10: E75.2: ximHuueckue pexkomeHmanuu /
MunuctepctBo 3apaBooxpanHenust Poccuiickoin deneparuu. — Mocksa, 2016 — 28 c¢. — Tekcer:
anektponHbii  //  Corw3 meauarpoB Poccuum: [caiit]. — URL: http://www.pediatr-

russia.ru/information/klin-rek/deystvuyushchie-klinicheskie-


https://www.malacards.org/
http://www.genecards.org/%20Все
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rekomendatsii/%D0%9A%D0%A024%20%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D
0%BD%D1%8C%20%D0%93%D0%BE%D1%88%D0%B5%20%D0%A1%D0%9F%D0%A0.
pdf-https://clck.ru/NWoxc KopoTKas cChlIKa

MeToanuyeckne ykazanus, yueOHbIe M0CO0UA

1. CoopuuEK 3a/1a4 10 O0IIEH W MEAUIIMHCKOW TeHETUKEe [ DIIeKTPOHHBIN pecypc]: yueOHo-
meroandeckoe mocobue / A. I'. CemenoB [u ap.]; peu. O. A. CamokoBa; Cubupckuit
MeauIMHCKUI yHUBepcuteT (Tomck). - DiekTpoH. TekcToBble naH. - Tomck: M3marenscTBo
CubI'MY, 2020. - 178 c.

2. DeHUIKETOHYpHS U HapyIIeHUsl oOOMeHa TeTparuapoouontepuna y aereit [Texcr]
: pykoBoactBo misi Bpaueidr / Coro3 memmatpoB Poccum (M.), Accommaruss METUITMHCKHX
renetukoB (M.) ; mox pen. A. A. bapanosa, JI. C. Hama3zoBoii-bapanosoii. - M. : [lenuatpb,
2017. - 48 c. : Tabmn., puc. - (bone3nu nerckoro Bozpacta ot A 10 A ; Beimyck 14). - bubnuorp.:
c. 28-30 (28 nass.). - Ilpui.: c. 31-45.

3. Axkynenko, JI. B. Meaununckas reHeTuka : y4eb. AN CTYACHTOB Cpea.
oOpa3oBar. yupexacHuii U (ak. cpen. mpod. oOpa3oBaHUsS MEI. BY30B, OOYYAIOIIMXCS I10
cnenuanbHocTsM 060101. 52 "Jlewe6. neno", 060102. 51 u 060102. 52 "Akymep. aeno", 060501.
51 "Cectp. neno" nmo mucturumae "Men. reneruka” / JI. B. Akynenko, U. B. Yrapos ; mox pex.
O. O. Snymesuua u C. 1. ApytioHoBa. - Mocksa : [DOTAP-Menua, 2013. - 208 c. - ISBN 978-
5-9704-2495-7. - Texkcr : anekrponHbid / ObC "KoncyneranT crynenta" : [caiit]. - URL :
https://ezproxy.ssmu.ru:2877/book/ISBN9785970424957.html. - Pesxum goctyma : 1mo momcKe.

4, Knunuko-reneanornyeckuii aHainu3 W o0jgacTu ero mnpumeHeHus [Tekct]
yu4eOHO-METOIMYECKOe TMOCOO0Me ISl CHUCTEMBbl IOCIEBY30BCKOTO  MPOGECCHOHATHHOTO
obpazoBanusi Bpaueir / JI. Il.Hazapenko, O. A.CamokoBa ; CHOUpPCKHI MEIUIIMHCKUN
yauBepeuteT (Tomck). Kadenpa menunmnckoit renernku, HUW menumnunckoit renernku THIL
CO PAMH (Tomck). Jlabopatopus HacineACTBEeHHOM marojoruu. - Tomck : IleuatHas
MmaHydaktypa, 2004. - 56 c. - (Hacnenctennocts u 310poBbe / pea. B. I1. ITy3bipeB ; BbITyck
5).

5. OpHopoauTENbCKHE TUCOMUU U O0se3HH reHoMHOoro umnpuntunra [Tekct] / C.
A. Hazapenxo, E. A. CaxenoBa ; HUN megununckoit renernku THL[ CO PAMH (Tomck),
Cubupckuit menuuuHckuil yHuBepcutet (Tomck) // MonekynsipHO-O0noIornuecKrue TeXHOIOTUN
B MEAMIMHCKOW TMpakTHUKe : COOpHHMK HaydHbIX TpyaoB / HoBocuOupckuii o6macTHOM
KkuHu4eckuil auarnoctuyeckuit neHtp (HosocuOupck), HUM menuumuckoit renetnku THI]
CO PAMH (Tomck), Meauko-renernueckuit Hayunbiii ientp PAMH (M.), HUU axymepcrBa u
ru"ekonoruu uM. [[. O. Orra C30 PAMH (CII6.); pen.: A. b. Macnennukos, B. I1. I1y3sipes. -
HoBocubupck : Anbda Bucta, 2005. - Berryck 7. - C. 98-125 . - ISBN 5-94931-008-X

6. [{utoreHeTnka uyenoBeka U xpomocomusie 6omne3nu [Tekct] / C. A. Hazapenko,
0. C. fxosneBa ; HUM wmemuuumuckoit reneruku THI[ CO PAMH (Tomck), Cubupckuit
meaunuHckuii  yHuBepcuteT (Tomck) // MonekymnsipHO-OMONIOTHYECKHE TEXHOJIOTUU B
MEAMIIMHCKOW TpaKkTHKe : COOpHMK HaydHbIX TpyaoB / HoBocubupckuii o0macTHOM
KuHUYecknit auarHoctuyeckuit neHtp (HoBocubupck), HUW memunuuckoit remetuxku THI]
CO PAMH (Tomck), Meauko-renernueckuit Hayunsiii ientp PAMH (M.), HUU akymepcrBa u
ru"ekonoruu uM. [[. O. Orra C30 PAMH (CII6.); pen.: A. b. Macnennukos, B. I1. [1y3bipes. -
HoBocubupck : Anbda Bucra, 2005. - Beimryck 7. - C. 6-59 . - ISBN 5-94931-008-X

7. Hacnencreennocts u  Oone3nu jerkux [Tekct] : yueOHOe mocoOue s
CIIyIIaTeNe CHUCTEMBI TOCIEBY30BCKOTO MpodeccHoHanbHOro oOpasoBanus Bpauenr / I. H.
CeuroBa [u np.] ; Cubupckmii Memunuackuii yHuBepcurer (Tomck), HUUM wmenuumHCckoi
renetukn THI[ CO PAMH (Tomck). - Tomck : Ilewarnas manydaktypa, 2008. - 84 c. -
(HacnemcTBeHHOCTH M 310pOBbBE ; BHIMYCK §). - JIuil. goroBop Ne 1 ot 01.12.2011 r. - ISBN 978-
5-94476-149-1

8. Monekynspusie  ocHoBbl  JIHK-muarHocTuku  HaclnelCTBEHHBIX — Oose3Hen
yenoBeka [ Tekcer] : yaueObnoe nmocobue / O. H. OnurokoBa, B. A. Crenanos ; pen. B. I1. ITy3sipen
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; Cubupckuii MmequuuHckuii yauBepcuteT (Tomck), Kadenpa memunuuckoit reneruku, HAN
memunuHacko renetukun THI[ CO PAMH (Tomck). - Tomck : STT, 2001. - 40 c. -
(HaciencTBeHHOCTD | 3JI0pPOBBE ; BBITYCK 2). - bubmuorp.: c. 41 (7 Ha3g.). - ISBN 5-93629-098-
0

9. [{uToreneTrka HapyIeHUH 3MOpHOHAIIBHOTO pa3BUTHS 4yenoBeka. Jlebeaes M.H.,
Hukutuna T.B., yuebHO-MeTomuueckoe nocodbue/ mox pen. B.IL. Iy3sipeBa; - Tomck: u31-BO
«Ilevarnas manydakrypan, 2013.-124 c.

10. ApXUTEKTYypa TE€HOMa M XpOMOCOMHbIe O0oje3HH. CHHAPOMBI PELUIIPOKHBIX
MUKpoJenenuii 1 Mukpoayruukanuii [ Tekct] : atmac / A. A. KameBaposa, U. H. Jle6enes, JI. I1.
Hazapenko ; pea. B. II. Ily3sipes ; HUN meauuunckoii reneruku THI[ CO PAMH (Tomck). -
Tomck : IlewatHas manydaxtypa, 2014. - 56 c. : puc., Tabn. - bubmuorp. B KOHIIE TJaB. -

ISBN 978-5-94476-295-5

11. TIInanupoBaHHE HCCIEJOBAHUI MO TEHETHKE MHOTO(paKTOPHBIX 3a00JeBaHUN U
CIOXKHOHAcenyeMbIx coctosiHui [Tekct| : ydeOHOe mocoOue st CiiymaTesieid CHUCTEMBbI
MOCIIEBY30BCKOTO MpodeccuonansHoro obpazosanus / A. H. Kyuep ; peu. JI. I1. Hazapenko ;
HUM wmemununckoit reneruku THIL[ CO PAMH (Tomck), Cubupckuii MeIUIIMHCKUN
yauBepeuteT (Tomck). - Tomck : 6. u. ; HoBocubupcek : Akagemusaar, 2015. - 88 c. : Tadix., puc.
- (HacnencrBennocts u 3m0poBbe / mox pen. B. I1. Ily3eipesa ; Bemmyck 13). - [Tpwi.: ¢. 75-83. -
bubmuorp.: c. 84-87 (32 nass.). - ISBN 978-5-9906016-7-3

12. Knmaudeckne acmeKkThl WHTeIUIeKTyanbHbIX Hapymenuid [Texcr]| / JI. I1. Hazapenko,
M. C. Hazapenko ; HUU menuuuuckoit renetuku THL[ CO PAMH (Tomck) / MonekymsipHo-
OMOJIOTHYECKHE TEXHOJIOTMH B MEAMIMWHCKOW TPAaKTUKE : COOPHHUK HAYYHBIX TPYIOB /
HoBocubupckuii o0macTHOM KiIMHWYECKUH nuarHoctuueckuit 1neHtp (Hoocmbupck), HUU
meaunuHckor renetuku CO PAMH (Tomck), Menuko-renernueckuii Hayunsiii nentp PAMH
(M.), HUMN akymepctBa u ruHekomoruu um. J[. O. Orra C30 PAMH (CII6.), HUU
MoJiekynsipHoit 6uonorun u 6nodusuku CO PAMH (HoBocuOupck) ; pea. A. b. MaciieHHUKOB.
- HoBocubupck : Anbda Bucta H, 2009. - Bemnyck 13. - C. 139-163 . - ISBN 978-5-9901544-2-1

10.4 HopMaTHBHO-TIPABOBbIE JOKYMEHTbI:

1. ®enepanbubiii 3akoH oT 01.11.2011 Ne 323-®3 «O06 ocHOBax OXpaHbl 370pPOBbS
rpaxaaH B Poccuiickoit denepanum».

2. Tlocranosnenue [IpaBurensctBa PO ot 04.10.2012 N 1006 "O6 yrBepxkaenuu [Ipasun
IIPEIOCTABIEHUS MEAUIIMHCKMMH OPraHU3alusIMU TUIATHBIX MEAULIMHCKUX YCIyr"

3. Ilpukaz Munsnpascornpaszsutusi Poccum ot 15.05.2012 N 543n (pen. ot 21.02.2020)
"O6 yrBepxxaeHun [lomoskeHust 006 OpraHM3allld OKa3aHWs NEPBUYHON MEIUKO-CAaHUTAPHOM
MTOMOIIY B3POCIIOMY HACEJICHUIO"

4. Tlpuka3 MunzapaBa Poccum ot 20.12.2012 N 11771 (pen. ot 17.07.2019) "OG6
YTBEPKACHUM MOPSAJIKA Aauyd MHPOPMUPOBAHHOTO JTOOPOBOJIBHOTO COTJIAcHsl Ha MEAMIIMHCKOE
BMEUIATEIBCTBO M OTKa3a OT MEAMIMHCKOIO BMEIIATENIbCTBA B OTHOLIEHWM OIPEAEICHHBIX
BUJIOB MEIUIIMHCKUX BMELIATENbCTB, (OPM HHPOPMHUPOBAHHOTO TOOPOBOIBHOIO COTJIacHs Ha
MEIUIITHCKOE BMEIIATENCTBO U JOPM OTKa3a OT MEAUIIMHCKOTO BMEIIATEIbCTBA"

5. Ilpukaz MwunznpaBa Poccuu ot 29.06.2016 N 4251 "OO yrBepxkaenuu Ilopsiaka
O3HAKOMJICHHS MAIMEeHTa JIU0O0 €ro 3aKOHHOTO MPEJICTABUTENS C METUIIMHCKON JOKYMEHTAIHEH,
OTpaXkarollle COCTOSTHUE 310POBbs NMaleHTa"

11. MarepuajJbHO-TeXHHYECKOEe 0OecredeHue
[IpenonaBanre AMCUMIUIMHBI ocymiecTBiasieTcs Ha 6aze HUM MeauuuHCKON reHeTuKu u
reHeTuyeckoil kuHuku. OOpa3oBaTeNnbHbIN Mpolecc 00ecnedeH CrennaIbHO 000pyI0BaHHBIMU
MIOMEIICHUSMH JUTS TPOBEICHUS YUEOHBIX 3aHATUH, B TOM YHCIIE:
1. VYueOHast (JEKIMOHHASA) AayJUTOPUs: aBTOMAaTH3MPOBAHHOE pabouee MecTo
JEKTOPa, MyJIbTUMEIUHHOE 000PYAOBaHHE.
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2. [Tomemenus, MpeayCMOTPEHHbIE IS OKa3aHUs MEAMKO-TEHETHYECKON MOMOIIH
nanueHTaM, B TOM 4YHCIIE CBSI3aHHBIE C MEIUIIMHCKUMHU BMEIIATEIIbCTBAMHU, OCHAIICHHBIC
CHEIUAIM3UPOBAaHHBIM 000py/AOBaHUEM M (WIM) MEAMIMHCKUMH H3ACTUSMU M PACXOAHBIM
MaTepuaIoM;

3. ITomelieHnsa B KIMHUKO-AUArHOCTHYECKOM, [UTOrEHETHYECKOM, OMOXUMHYECKOMN
naboparopusix Uil TPOBENCHHUS JTabOpaTOPHBIX METOJOB JHATHOCTUKH HACJICJCTBEHHON
MaTOJIOTUY;

4. [Tomemenust UIsi  CaMOCTOSITENILHOM ~ pabOThl  OOYYAIOIIMXCS  OCHAIICHBI
KOMIThIOTEPHOM TEXHUKOU C BO3MOXKHOCTBIO MOAKIIOUEHUS K ceTH "MHTepHeT" 1 obecrnieueHrnem
JOCTYTIA B 3JICKTPOHHYIO HHPOPMAIIMOHHO-00pa30BaTEIBHYIO CPEly OpraHU3allnu.

IIporpammHoe obecnevyenune

Onepanuonnas cucrema Windows;

nporpaMmel, obecrednBaromiie padoty ¢ gokymentamu (MS Office 2010; Apache Open
office; Adobe Reader; apxuBatop 7-Zip):

Microsoft Office Professional Plus 2010 Russian Government OPEN 1 License Level C
79P-03567,

Dr. Web Desktop Security Suite + Lieatp Yupasnenus (LBW-AC-36M-550-Al);

ABBYY FineReader 11 Corporate Edition AF11-3U1V25-102 ID 166961.

Wurepuet-6paysepsr (Internet Explorer; Google Chrome; Mozilla Firefox).

[Tporpammel, obecriedrnBaroniie mpocMoTp Meaua daitmos (Windows Media Player ;
cpenctBo npocmotpa dportorpaduit Windows).

12. KagpoBoe obecnieuenue 00pa3oBaTeibHOI0 nmpouecca

HaumenoBanue damunus, VYuenas OCHOBHOE MECTO Mecto paboThI
pa3aenoB win UMSs1, OTYECTBO | CTEMEHb, | pabOThI, JOMKHOCTh | U JOJDKHOCTD
Nor/i TeEM MpPEnoiaBaTelis | y4eHoe 10
JUCIHATIINHBI 3BaHUeE COBMECTHUTEIb
CTBY (IIpH
HaJTUIHH )
1. Paznmensr 1, 2, 3, | Hazapenko JI.M.H. HUU meauiinHCcKOR
4,5,6,7,8,9,10 | M.C. reHeTHKH TOMCKOro
HUMII,
PYKOBOAHTEIH
naboparopuu
2. Pazpgenr1 4, 7,9, | CamoxoBa K.M.H. HHNUM meauinnHCKoM
10 O.A. reHeTUKH TOMCKOTro
HUMI], c.H.c.
3. Pasnens! 6, 7 Ckpsioun H.A. | Kim.H. HHWU mequnuHCcKon
reHeTnKu ToMCKOTro
HUMII,
PYKOBOJUTEID
naboparopuu
4, Pasnmen 2, 3, 4,5, | Tpudonosa K.m.H. HUU meaniinHcKoi
7 E.A. reHeTuku ToMCKOro
HUMII, H.c.
5. Paznensr 5, 7 Caiaxos P.P. K.m.H. HHWUN meaunmHCKOM
reHeTuku ToMCKOro
HUMLI, H.c.
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