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OCHOBHbIMW KOMMOHEHTaMW AOMNONHUTENbHON MpodeccUoHanbHON Nporpammbl
MOBbILWEHNS KBanupumKaumm Bpadveid No cneymanbHOCTM «JlabopaTopHas reHeTmka» Ha
TeMy «JlabopaTtopHasa reHeTuka» fBAAKOTCA (Leflb Nporpammbl, NaaHUpyeMble pe3ynbTaTbl
00yueHuns; y4yebHbI NnaH; TpeboBaHWS K UTOroBOW aTTecTtaumm obyuyarouimxcs; paboume
nporpaMmmMbl y4ebHbIX MOAY/ei; opraHun3alyMoHHO-Neaarornyeckme ycnoBus peanunsaymm
JOMNONHUTENbHOMW  MpodecCMOHaIbHOM  MporpamMbl  MOBbILWIEHUA  KBa/MuKkauum
(NpodheccrMoHanbHOM NepenofroTOBKM);0LEHOUYHbIE MaTeprasbl U MHble KOMMOHEHTI.

[JononHuTenbHas npoMeccnoHanbHasd nporpaMmma MOBbIWEHNS  KBannuKauum
Bpayein no cneumanbHOCTU «JlabopaTopHas TreHeTUKa» Ha Temy «JlabopaTopHas
reHeTMKa»of06peHa Ha 3acefiaHUN Kaeapbl NEPCOHANN3UPOBAHHON U TPAHCAALMOHHOWN
MeANLINHBI.

MpoTokon Ne 6 oT «26» asrycra 202Q .

3aBeayowmii Kagenpo 4.M.H. Bypues A.B.
noanucb®..0.




2. TNCT COIJTIACOBAHUA

[JOMNONHUTENBHOW NPOgeCCUOHANBHOMMPOrpaMmMbl NOBbILIEHWA KBANTU(UKALUNNO
cneumanbHOCTU «JlabopaTopHas reHeTuka»
Ha Temy «JlabopaTtopHas reHeTuka»
CpPOK 0ocBOeHNA l144akafeMUYecKnx yaca

COI'MACOBAHO
[
MpopeKTop Mo NocneANNAOMHOMY
06pasoBaHuto «0E» QS 2004 .//A N ABpuxak 3.U.
[lekaH (haky/nbTeTa NoBblLLIEHNS n
KBaM@uKaLmm u «EE» O# 2(Wr. —2 BaganbaHy, [.A.

NpogeccnoHanbHOA
nepenoAroToBKM CreLmnanmcToB

HayanbHUK ynpaeneHunA
OpraHVI3aLI,I/II/| Henpepb|BHoro « £9 » 09 ZO,EI,ZF rfC repaCMMOBa 0O.B.

06pa3oBaHuA

\

«M» L 2047r. \ g Bvpues/.B.

3aBeaytoLmii Kahenpom



3. JIUCT OBHOBJIEHU A

JOTOJIHUTENBHON TPO(EeCCHOHATBEHONIPOrpaMMBbI MOBBIIICHHS KBaTU(UKALUHU 110
cnenuanbHOCTU «J[abopaTopHas reHeTHKa»
Ha Temy «J[abopaTopHasi reHeTHKa C COBPEMEHHBIX MO3UIUI TPaHCIALMOHHON

MEIULIUHBI»
Ccpok ocBoeHus 144 akageMHnuecknx yaca
Hara [ara u HOMED
Ne BHECEHUS Xapakrep MPOTOKOJIA
W3MEHEHUN U3MEHEHUHN YTBEPKICHUA

B IpOrpaMMy JokymenTta Ha YMK




4. O01uMe moJI0KeHNs

4.1. Heab IONOJHUTEIBHOU npoeCCUOHATLHON MPOTrpaMMbl  MTOBBIIICHUS
KBaJIM(PpUKALIMUBpayYe CO CPOKOM OCBOEHUA 144 akageMuyecKux daca 1o ClelHaTbHOCTH
«JlabopaTopHas reHetuka» Ha TemMy «JlabopaTopHas TeHETUKAa C COBPEMEHHBIX MO3UIIMIMA
TPaHCISIUMOHHON MEIULMHBL. »3aKI0YaeTCs] B COBEPUIEHCTBOBAHUM 3HAHUM U YMEHUMN B
paMKax UMEIOIUNCSA KBATU(PUKALIIH.

4.2 AKTyaJIbHOCTH Nporpammbl. COBpeMEHHasi NEPCOHATIU3UPOBAHHASA MEAULIMHA
HE MbICIMMa 0€3 MOJEKYJIIpHO-TEHETUUECKUX HuccheqoBaHuil. MMeHHo mno3ToMy
COBPEMEHHBIN Bpau JOJKEH BJAJETh TEOPETUYECKUMHU M MPAKTUYECKUMHU HABBIKAMH B
obOnactu nabopaTopHOM TeHeTHKU.B OCHOBe BceX NEepCOHAIM3UPOBAHHBIX METOJax
JUArHOCTUKH, JIEYEHUS U MPO(UIAKTUKH JIEKAT B TOU WIIM MHOW Mepe UH UHANBUAYaTbHbIE
IreHeTHYECKHE M SMHUIeHETUYECKUEe OCOOEHHOCTH KOHKPETHOTO 4elloBeKa 3HAaHMS 3THUX
ocoOeHHOCTeW Ma€T KII0Y K KaueCTBEHHOW HOBBIM MOJXOJaM JIMAOHOCTHK U JIEYEHUS
PA3JIMYHON MTaTOJIOTHH.

4.3. 3a1auu NporpaMmaml:

Coopmuposams 3nanusn:

-METO/Ibl MOJICKYJIIPHO-TEHETUYECKUX UCCIICIOBAHMI B IEPCOHATTM3UPOBAHHON MEIUIIUHE;
-OCHOBBI T€HETHUKH MYJIbTH(HAKTOPHAIBHBIX 3a00JICBAaHU;

-OCHOBBI OHKOT'€HETUKHU

-OCHOBBI (papMaKOTEHETHK U (PapMaKOT€HOMUKH,

- OCHOBBI IMMYHHOT'€HETHKH;

- OCHOBBI TAPT€THOM TEpAITUU

Cohopmuposams ymenus:

- MoJy4yaTh HH(OpPMAIMIO MO MOJEKYISIPHO-TEHETHYECKUM METOJaM JHArHOCTHUKH B
NEPCOHATN3UPOBAHHON MEIUIINHE;

- BHEJPSATh METOAbl KIMHUYECKUX MOJEKYISIPHO-TEHETUUECKUX HCCICAOBAHUN U
MEIUIMHCKAX W3AENUN [JI1 JUArHOCTUKHM INVItropa3IU4yHBIX CIO0XKHO HACIETyeMbIX
3a00/1eBaHNI;

- BBIIOJHATH  MOJICKYJISIPHO-TEHETHYECKUE  MCCJIEAOBaHUS IO  JIUATHOCTHUKE
MyIbTA(DAKTOPHUATIEHBIX 3a00JI€BaHUMH;

- YMEThb WHTEPIPETUPOBATH PE3YyJIbTAaThl MOJEKYJISIPHO-TEHETUYECKUX HUCCIEIOBAHUN C
MO3ULUNA EPCOHATN3UPOBAHHON MEIUIUHBL.

Coopmuposams naeviku.

-MOJICKYJISIPHO-TEHETUYECKON JTUATHOCTUKH HACIEACTBEHHOW MPEAPACIIONOKEHHOCTH K
IIUPOKO PACTIPOCTPAHEHHBIM 3a00I€BaHUSM;

- TPUMEHEHHS HA TPAKTHKE METOJOB H QJITOPUTMOB MOJICKYJISIPHO-TEHETHICCKON
JTMATHOCTUKHA OHKOJIOTHYECKON MaTOJIOTHH;

- TNPUMEHEHHWE JIEKAPCTBEHHBIX CPEJACTB C TMO3WIHMA  (PapMAKOTCHETUKH U
(hapMaKOreHOMHUKH;



- UHTEPIPETAIIUU PE3yIbTaTOB MOJEKYIIPHO-TEHETUYECKUX UCCIICTOBAHUIA U COCTABICHHS
3aKJIFOYEHUS TI0 JAHHBIM JIaA0OPAaTOPHOI0 00CIIEI0BAHNUS;

- BaJIIIUPOBATh PE3yJbTaThl 1a00PaTOPHBIX UCCIICIOBAHMUIA;

- OpraHu3oBaTh U TMPOBOJUTH MEPOINPHUATHSI KOHTPOJISA KadecTBa MOJIEKYJISIPHO-
TeHETUYECKUX UCCIICIOBAHUM HA MIpe-, TOCT-  aHAJTUTUYECKOM dTarax.

Tpynoemkocth ocBoeHUs - 144 akagemudeckux yaca (1 mecsiir)

OCHOBHBIMU KOMIIOHEHTaMU [IporpamMMBbl SIBIASIOTCS:

- 001IIMe MOJIOKECHUS;

- INTAHUPYEMBIE PE3YJIbTaThl 00 YUCHUS;

- Y4eOHBI TUIaH;

- KaJICHJapHbIl y4eOHbIi rpaduk;

- pabouue nporpamMmbl yaeOHbIX MoyIiel: " CriennaibHble AUCIUIITUHBL", "CMeXKHbIC
JUCHMIINHBL";

- OpraHU3alMOHHO-TIEJArOTUYECKUE YCIOBUSI;

- opMmpbI aTTECTAIINH;

- OLICHOYHBIC MaTCpHaJIbl <1>,

<1> Ilynkt 9 mpukaza MunucTepcTBa 00pa3oBanus U Hayku Poccuiickoit @enepamuu ot 01 uromns
2013 1. N 499 "llopsaok opraHu3alMM M OCYIIECTBICHUS 00pa30oBaTEIbHON JCATEIHHOCTH TIO
JOTIOTHUTEIbHBIM TPO(ECCHOHANIBHBIM TporpamMmaM", (3apeructpupoBaH MUHHUCTEPCTBOM HOCTHIIMH
Poccuiickoit ®enepanmun ot 20 aBrycra 2013 r., perucrpanuonusii N 29444) ¢ W3MEHEHHUSIMH,
BHECCHHBIMH ITpHKa30M MuHucCTEpCcTBa 00pazoBanus U Hayku Poccuiickoit @eneparuu ot 15 Hos106ps 2013
r. N 1244 (zapeructpupoBan MuHHCTEpCcTBOM toctuiiunPoccuiickoit denepanun 14 saBaps 2014 r.,
peructpanvionabiii N 31014).

4.4, Conepxanue [IporpaMMbl TIOCTPOEHO B COOTBETCTBUM C MOIYJILHBIM MPUHITUTIOM,
CTPYKTYPHBIMH €AVMHULIAMH MOJYJIEW SBIAIOTCS pa3fenbl. Kakaplil paznen IUCIUILUIMHBI
MoApa3AeisieTcs Ha TEMBbI, KaxKaas TeMa - Ha DJEMEHTbI, KaXJblid 3JIEMEHT - Ha
nomdaeMenTsl. st yno6cTBa mons3oBanus [IporpamMMoii B yueOHOM Mporiecce Kaxkaas ero
CTPYKTYypHasi eAuHuIa KoaupyeTcsi. Ha mepBoM mMecTe cTaBUTCS KOA pa3zena AUCIUILINHBI
(manpumep, 1), Ha BTOpoMm - Ko TeMbl (Hanipumep, 1.1), ganee - ko 3nemeHTa (Hanpumep,
1.1.1), 3arem - kon nojgdneMenta (Hanpumep, 1.1.1.1). KogupoBka BHOCUT onpeieIeHHBIMI
MOPSIAOK B TMEpEeYeHb BOIMPOCOB, cojepxkaniuxcs B IIporpamme, 4to, B CBOIO OYEpEb,
MO3BOJIIET KOAUPOBATh KOHTPOJIbHO-U3MEPUTENbHBIE (TECTOBBIE) MaTEepUaibl B y4eOHO-
MeToaudyeckoM komiuiekce (naiee - YMK).

4.5. Y4eOHBI TJIaH OMpenessieT COCTaB M3y4aeMBIX JHWCIMIUIMH C YKa3aHUEM HX
TPYJIOEMKOCTH, 00beMa, IMOCIIeI0BATEILHOCTH U CPOKOB M3yUEHHSI, YCTAHABIUBAET (POPMBI
OpraHu3aluyd yd4eOHOro Tmporecca W WX COOTHOIIGHHE (JIeKIMHU, OOydYarouui
CUMYJISIIUOHHBIM ~ KypC, CEMUHApCKUE M MPaKTUYECKUE 3aHATHUS, [PUMEHEHUE
JUCTAHIIMOHHOTO OOYy4YeHHs), KOHKPETU3UPYET (POPMbI KOHTPOJISI 3HAHUW U yMEHUU
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oOyuaromuxcs. IlnaHupyemble pe3yiapTaThl OOyY€HHsI HampaBlieHbl Ha (OpMUpOBaHUE
po(ecCUOHANIBHBIX KOMIETEHIMI Bpada- J1a0OpaTOpHOW TeHEeTMKH B mimaHupyembIx
pe3ysIbTaTax OTPAXAETCs NPEEMCTBEHHOCTh C MNPOPECCUOHAIBHBIMU CTaHAApPTaMH H
KBIH(PUKALIMOHHOMN XapaKTepUCTUKON JOJKHOCTH Bpaya-i1adopaTopHO FeHETUKU<Z>.

<2> IIpuka3 MuHucCTepCTBa 3JpaBOOXPAaHEHUs U COLMAIbHOTO pa3Butus Poccuiickoit @eneparuu ot
23 mtong 2010 r. N 5411 "O6 yrBepxaeHun EnuHOTO KBanM(pPUKAIMOHHOTO CIIPABOYHMKA JOJKHOCTEH
PYKOBOJUTEIIEH, CIIEUAIMCTOB U CIY)KalINX, pa3aen "KpamupukanmoHHbIe XapaKTePUCTUKU JTOJDKHOCTEH
paboTHHKOB B cepe 3apaBooxpaHeHus" (3aperucTpupoBaH MuHHUCTEpPCTBOM rocTUIMH Poccuiickoii
®enepauuu 25 aprycra 2010 r., peructpauuonssiii N 18247).

4.6. B IIporpamme coneprxarcs TpeOOBaHUS K aTTecTaluu odydarommxcs. MTorosas
aTTecTalsl OCYIIECTBISIETCS TIOCPEICTBOM TPOBEJCHHS JK3aMEHa U BBISIBISICT
TEOPETHUECKYIO ¥ MPAKTUYECKYIO MOATOTOBKY 00yUaIOIIeToCsl B COOTBETCTBUU C LIEISIMU H
coaepxanuem IIporpammsl.

4.7. OpraHu3anoHHO-TIeJarOTHYECKUE YCIOBHS peanu3anuu [IporpaMMbl BKIIOYAOT
yueOHO-MeTou4Yeckoe olecrneueHrue ydeOHOro  Mporecca OCBOCHHMS — MOJyJIeH
CIIEIUAJIBHOCTH (TeMAaTHKa JIEKITMOHHBIX, CEMUHAPCKUX U MTPAKTHUYECCKUX 3aHITUH).

4.8. Xapaktepuctuka npogeccuoHAJIbHOU JeATEeJbHOCTH 00y4AIOIIMXCS |

- 00s1acTh MpodecCHOHATLHON AeATeTbHOCTH. BKIIOYAET OXpaHy 370pPOBbS IPaXKIaH
nyTeM oOecCleyYeHUs OKa3aHUs BBICOKOKBATU(UIIMPOBAHHOW MEAUIIMHCKON MOMOIIU B
COOTBETCTBUM C YCTAaHOBJICHHbIMU TpeOOBaHMAMHM U CTaHmapTamMu B  cdepe
3[paBOOXpaHEHMUS;

- OCHOBHAsI LeJb BHAA2 NPOPECCHOHAILHON JeATENLHOCTH?. KIMHHKO-
n1abopaTopHOE 00ECIIeUeHHEe MEIUIIMHCKON ITOMOIIH;

- 000011IeHHbIE TPY/10BbIe ()YHKIMHU: BHITIOJIHEHHUE, OPTaHU3AIUS U aHAIMTUYECKOe
obecricdyeHnE KIMHUYECKUX JIA0OpaTOPHBIX HCCIENOBAaHUNA TpPEeThed © YETBEPTOU
KaTeropuu CI0KHOCTU, KOHCYJIBTUPOBAHUE MEIUIIMHCKUX PAOOTHUKOB U MAIIUCHTOB,;

- TPyAOBbI€ (PYHKIIMH:

AJ01.8]InarHocTiKa B IEJSIX YCTAHOBICHUS U (WJTM) YTOYHEHHS TUArHO3a BPOXKICHHOTO
(Wnn) HACNIEeICTBEHHOTO 3a00JIeBaHus,

AJ02.8Ha3naveHre TaTOTCHETHYECKOTO JICYCHHUS U KOHTPOJIb €ro 3((HEKTUBHOCTH H
0€30MacHOCTH y MAIMEHTOB C BPOKICHHBIMU U (WJIM) HACJIEICTBEHHBIMU 3a00JI€BaHU MU
AJ03.8I1poBeieHIE MEINKO-TEHETHUECKOTO KOHCYIbTHPOBAHHSI ITAIIUESHTOB C
BPOKJICHHBIMU ¥ (WJTN) HACIICICTBEHHBIMHU 3a00JI€BAaHUSIMU U UX POJICTBEHHUKOB U

MAalUEeHTOB U3 IPYII PUCKA, BBISIBICHHBIX IPU CKPUHUHTE,

11'[p1/11<a3 Munobprayku Poccun ot 25.08.2014 N 1050 "O6 yrBepxxaeHnn deneparbHOro rocyJapCTBEHHOT0 00pa30BaTeIHLHOT O
cTaH/apTa BeIcIIero oopasoBanus mo cnennansHocTd 31.08.06 JlabopaTopHast reHeTHKa (YpOBEHb IIOATOTOBKH KaJpOB BBICIIEH
kBanmupukanmm)" (3aperncrpupoBano B Munrocte Poccun 27.10.2014 N 34463)
[Ipuka3 MUHHMCTEPCTBO TPyJa M CONMATBHON 3ammThl Poccuiickoit ®eneparmu ot 11.03.2019 Nel42n «O6 yTBepskaeHUN
npoeccrnonanbHOro craHnapra «Bpau-renernk» (3aperucrpupoBaHo MunucrepcTBoM foctuimu Poccuiickoit deneparmm
8.04.2019, perucrparonnsiit Ne54301).
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A/04.8 TlpoBeneHne METUIIMHCKUX YKCIIEPTU3 B OTHOLICHUH MAIIMEHTOB C BPOXKICHHBIMU

1 (WIM) HACJIeICTBEHHBIMU 3a00JIEBaHUSIMH ,
B/01.8KoHcynbTHpOBaHHE MEIUITMHCKIX PA0OOTHHUKOB U NAIIUEHTOB;
B/03.8 BeinosiHeHnE KIMHUYECKUX JTAOOPATOPHBIX MCCIENOBAHUNA YETBEPTOM KaTEropuu
CJIOHOCTH;
B/04.8 ®opmynupoBaHHE 3aKIIOYEHHUS MO pe3ysibTaTaM KIMHUYECKHX J1ab0opaTopHBIX
UCCJIEeI0BAHNI YETBEPTOU KATErOPUH CIIOKHOCTH;

- BH/ POrpPaMMBbl: IPAaKTUKO-OPUEHTUPOBAHHAS.

4.10. KoHTHMHIeHT 00yYarommnxcs:

- 110 OCHOBHOM CIeNMAJIBHOCTH: Bpay JaOOpaTOPHON T€HETUKH;
-I10 CMEKHBIM CIIeNUATBHOCTSM:

5. IJTAHUPYEMBIE PE3YJBbTATbBI OBYYEHUSA

[Inanupyemble  pe3ynbTaThl  OOydeHHs  HampaBlieHbl Ha  (OpMHpOBaHUE
npodeccuoHaIbHBIX KOMIIETEHLIUHA BpayanabopaTopHO TeHeTUKH.B rmiaHupyembix
pe3ysbTaTax OTpa)xkaeTcsi MPEEeMCTBEHHOCTh C TNPodecCHOHATBHBIM CTaHAAPTOM H
KBaJIM(DUKATMOHHOM XapaKTEPUCTUKON JOHKHOCTH JaO0OpaTOPHOI TreHETUKH.

XapakTepucTuKa KOMIIETEHIIMI BPa4ya1adopaTOPHOi reHeTUKH, MOIJIeKAUX
COBEPIIEHCTBOBAHUIO

5.1. IIpodeccnonanbubie komnereHuun (aanee - IIK):
npogunakmuveckan 0esaAmeabHOCHb:
- TpeaynpekJeHne BO3HUKHOBEHHS 3a00JIEBaHUN CPEIU HACEJICHHS ITyTeM MPOBEICHUS
npOoUIAKTUICCKUX M MPOTHBOANHAeMIYecKux Mmeponpusituii (ITK-1);
- TpoBeAeHHE MNPOPMIAKTHYECKUX MEAUIIMHCKAX OCMOTPOB, JMCHAHCEpHU3AIUH,
nucnancepHoro HaomoaeHus (ITK-2);
- TIpOBEJIeHHEe cOOpa M MEIMKO-CTATUCTUYECKOTO aHann3a MHPOpMAIMKA O MOKa3aTeNsuX
3I0POBbSl HACEJIEHUS PA3JIMYHBIX BO3PACTHO-TIOJNOBBIX TPYII, XapaKTEPU3YIOUIUX
cocrostHue ux 310poBbst (I1K-3);
OUAZHOCMUYECKAA 0eAmeIbHOCb:
- JIMarHOCTHKa 3a00J€BaHMII M MAaTOJOTMYECKUX COCTOSIHUM MAIllMEHTOB HAa OCHOBE
BJIaJICHUS JT1abopaTopHBIMU MeToaamu ucciienoBanus (11K-4);
NCUX0/1020-Ne0A202UYeCKas 0eameabHOCHb:
- hopMHpOBaHUE y HACEJICHMSI, TAIIMEHTOB U YWICHOB UX CEMEW MOTUBAIIUU, HATIPABICHHON
Ha COXpPaHEHHUE M YKPEIUICHUE CBOCTO 3I0POBbs U 3710poBhs okpyxaromux (I[1K-5);
OpP2aHU3AUUOHHO-YNPABTIEHYECKAA 0eAMEeTbHOCHLb:
- IPUMEHEHHE OCHOBHBIX MPUHIIMIIOB OpPraHU3alliy OKa3aHWs MEAUIMHCKON MOMOIIU B
8



MEIMIIMHCKUX OPTaHU3AIMIX U UX CTPYKTYpHBIX noapaszaencHusx (I1K-6);

- OpraHm3anus W YNpaBICHUE MACATEIbHOCTHIO MEAUIMHCKUX OpraHu3aluid u ux
CTPYKTYpHBIX noapasaencHuii (ITK-7);

- OpraHu3alys MpoBeIeHUs MeAUIIMHCKON dKcnepTu3bl (ITK-8);

- OpraHm3alys OlECHKN KauyecTBa OKa3aHUs MEIUIIMHCKOM momoiy nanuentam (I1K-9);

- BEJEHHWE YYETHO-OTUETHOM JIOKYMEHTAllMd B MEIUIMHCKONW OpraHu3aluu U ee
CTpYKTYpHBIX noapasaenacHusx (ITK-10);

- CO3/1aHUE€ B MEAMIMHCKUX OPTraHu3alUsAX M UX CTPYKTYPHBIX MOJAPa3ACICHUSIX
OJIarONMpUSITHBIX YCIIOBHM JUIsl TPeOBbIBAaHUSI TALMEHTOB W TPYAOBOM JESATEILHOCTU
MEJIUIIMHCKOTO MepCoHaja C y4eTOM TpeOOBaHUM TEXHUKHU 0€30MaCHOCTH U OXPaHbI TpyAa
(TTK-11);

- co0JTI0/ICHHE OCHOBHBIX TpeOoBaHMi nHopManronHoi 6ezonacuocTu (ITK-12).

5.2.00bem nporpammbl: 144 akajeMHUYeCKUX YacoB.
5.3. ®opma 00y4eHUsl, PeKUM U NMPOAOKUTEIbHOCTDH 3aHATHI

I'paduk 00yuenunsi| Akaa. 4acos Aneit O01mast mpoaoIKUTEILHOCTD
B JIeCHb B He/eJII0 NPOrpamMMsbl, MecsilieB
dopma 00yueHust (nHeil, HeeIb)
Ounas (¢ ucnonszoBanuem J10T.) 6 6 Imecs (4 nenenu), 24 nHa

[Iporpamma moBsbIlIeHUsT KBaTUUKAIMU peannsyercsa ¢ ucnoiabzoBanueMm JOT u
D0 Ha IUCTaHIMOHHOW TUIomaaKke — «ABToMaTuzupoBanHas cuctema 110 ®I'BOY BO
PoctTMY MunsapaBa Poccum (Sdo.rostgmu.ru) (masee - cuctema)». B cucreme
npe/CTaBlieHbl y4eOHbIE MaTepuajbl, TECTOBBIC 3aJaHWs MO TeMaM Yy4eOHBIX MOIYyJEH
nporpamM. Cucrtema MO3BOJIIET MPOBOJUTH OHJIANH-IEKIMU U CEMUHAPCKHUE 3aHATUS B
YAQJIEHHOM PEKUME CUHXPOHHO B3aUMOJIEMCTBOBATH CIYIIATENIO C IPENOIABATEIIEM.

6. YYUEBHbBIU I1JIAH
pacnpeejaeHus y4eOHbIX MOIYJIei
JOTIOJIHUTENIbHOU MPO(hEeCCHOHANBHON MpOorpaMMBbl MOBBIIEHUS KBaU(DUKALIMY Bpaye
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1o cnenuanbHocTu «JlabopaTopHasi reHeTuKa»
Ha TeMy «J[abopaTopHasi TeHETUKA C COBPEMEHHBIX MO3UIIUNA TPAHCIAIIMOHHOM

MEIULIMHBL.»
(cpok ocBoeHus 144 akageMUYECKUX yaca)

Kon| HaumeHnoBanue pa3ieioB MoayJiei Bceero B ToMm 4uncae Dopma KOHTpOUIsSI
aco
Ao ek | T3 | C3 | 70

Paboyas mporpamma yuebHoro moayist «CreruanbHble TUCIUILTAHBI

1. OO1mas redernka 18 10 4 4 2 TK

2. I'enernka yenoBexa 18 10 4 4 2 TK

3. Knunnueckasi TeHeTHKa. 12 8 2 2 TK

XapakTepucTrka HacleACTBEHHbBIX
Oosie3Hel
4, JlaGopaTopHas reHeTHKa 72 12 20 40 10 TK
Bcero 120 40 30 50 14

Paboyas mporpamma yueO6HOTo MOy st « CMEXHBIC TACITUTUTAHBI»

1.  |MoOwunu3annoHHas HOArOTOBKA U 12 8 4 PyGe:xubrii

CobecenoBanue
rpakiaHckas o6opoHa B cepe
3PaBOOXPaHEHUS
CamocrosTenbHas padbora 6
6 DK3aMeH
ToroBas aTrecramus
144 48 30 54 6

Bcero

I13 - mpakTHueckue 3aHaTHs, C3 - CEMUHApPCKUE 3aHATHUS.

CP-camocrosiTensHast padbora
JO — nucraHunoHHOE 00ydeHHe.
[IK - npoMexyTOoUHBIH KOHTPOIIb.

TK - Tekymmii KOHTPOIIb.
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/. KanennapHblii y4eOHblIil rpaduk

Y4eOHbIe MOTYITH Mecsn
1 sepens | 2 Henens | 3 Henens |4 Heaens
(uacsl) (uacel) | (uacel) | (uacsl)
CrenuanbHble TUCIUIIINHBI 36 30 30 30
CMeXHBIC TUCIUIIINHBI - 12
Hrtorosas arTecTarus 6

8. PaGouue nporpaMmmbl y4eOHbIX MOYJIeil

PabGouasi nporpaMma y4e0HOro MoayJist

«CnequajbHble TUCHUILINHBD)
Pa3zgea 1 O0miasi reHeTHKA

Kon HaumenoBanus TeM, 3JieMEHTOB
1.1 HcTopust pa3BUTHS U CTAHOBJICHHSI TCHETUKU KaK HAYKH
11.1 MupoBast uCTOpHsI TCHETUKH
11.2 Hcropust TeHETHKY B HaIllel CTpaHe
1.2 XpPOMOCOMHAsI TEOPHSI HACIIEICTBEHHOCTH
121 CtpoeHne XxpoMOCOM YeJIOBEKa
12.2 XPpOMOCOMHBIC MyTaIIUH
1.2.3 PoJib XpOMOCOMHBIX MyTallHii B HACJICJCTBEHHOW TATOJIOTUU
124 XpPOMOCOMHBIE ayTOCOMHBIE CHHAPOMBI
1.25 XPOMOCOMHBIE CHHIPOMBI, CBSI3aHHBIC C MATOJIOTHUEH MOJIOBBIX XPOMOCOM
1.3 [TonynaunoHHas reHeTUKa
14 CoBpeMeHHbIE TeHOMHBIE TEXHOJIOTUN

Paznea 2 I'eHeTuka yesioBeka

Kon HaumeHoBaHUs TeM, )JIeMEHTOB

2.1 HacnenctBeHHOCTD U €€ MOJIEKYISIPHBIE OCHOBBI
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211

TloHgaTHeE 0 reHax u reHoMax

21.2 OYHKIIMOHAIBLHOE YCTPOMUCTBO IEHOB YeJI0OBEKa
2.2 [uTonornyeckre OCHOBBI HACIEACTBEHHOCTH. MUTO3 U Mel03
24 I'ensl u npu3Haku
2.5 H3meHunBOCTh
2.6 MeTo bl TEeHETUKH YeJIOBEKA
Pa3nen 3Kaunnueckasi reHeTHKA, XapAKTEPHCTHKA HACJIEIACTBEHHBIX 00/1e3Hel
Kona HaumeHoBaHuA TeM, 3J1IEMEHTOB
3.1 MoHoreHHbIe U MyNbTH(aKTOpHalIbHbIE 3a001€BaHUS
3.2 XpomocoMHbIe 60J1e3HU
3.3 HacaencrBenasie 001e3HH 0OMEHA BEIECTB
3.4 HaunGonee gacTo BcTpeyaroniyecs MOHOTEHHBIC 3a00ieBanus. HeoHaTambHbIH
CKPUHUHT
3.5 Bboie3nn, nMeroIre reHeTUYECKyIo MPEAPaCIIONoKEHHOCTh
Paznen 4 JlabopaTopHasi reHeTHKA
Kox HaunmenoBanusi TeM, 3J;IeMEHTOB
4.1 MeTtop! 1a00paTOPHOI TeHETUKHU.
411 [P, snexTpodope3
412 [IIIP B peanbHOM BpeMEeHH
4.1.3 IuToreHeTHyeckasi AMATHOCTHKA HACJIeICTBEHHBIX00JI1€3€eHi
4.2 [IIIP nuarnoctuka uHpEKIUn
421 [IIIP nuarHOCTHKA BUPYCHBIX F€IaTUTOB
4.2.2 [IIIP nuarHocTuka yporeHuTaabHOW MaToJI0Tuu
4.2.3 [LIP nuarHocTyka NanuuIOMaBUPYCHOW MHPEKINN
4.3 Metons! Bemenenue JJHK
43.1 Brigenenue nadexuonnoi u resomuoit JJHK pyunsiMu Mmetonamu
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432 Brigenenue nadexmonnoi u resomuoit JJHK aBromatindeckumu MeTosaMu

Pa3gen 5
Conep:xanue yueoHOro moayJasi «MoOWIN3aIHOHHAS MOATOTOBKA M IPakIaHCKAs
000poHa B cdepe 31PaBOOXPAHEHH I

Kon HanmeHoBaHMe TeM, 3JIEMEHTOB H T. J.
1 O00poHOCIIOCOOHOCTH M HAIIMOHAIbHAA Oe30nacHocTh Poccuiickoii @exepanun
11 OcHOBBI HaITMOHAJIBHOU Oe30omacHoCTH Poccuiickoit @enepanun
1.2 3aKOHOJaTeIbHOE U HOPMATUBHOE IIPAaBOBOE PETYJIUPOBAHNE B 00JACTH U OXpaHbl

rOCY/IapCTBEHHOW TANHBI

2 OcHOBbI MOOWJIN3AIIMOHHOM MOATOTOBKHU IKOHOMUKHU Poccuiickoii denepaunu

2.1 3aKoHOJaTeIbHOE HOPMATUBHOE MPABOBOE 00eCIIedeHre MOOUITN3alMOHHON
MMOrOTOBKH U MOOMm3aiuu B Poccuiickoit @denepamnmm

3 MoOuIu3alMOHHAS MOAT0TOBKA 3paBooxpanenusi Poccuiickoii @enepauuu

3.1 CnenunanbpHoe popmupoBanus 3apaBooxpaneHus (CP3), UX MECTO U POJIb B
COBPEMEHHOU CHCTEME JIeueOHO—IBAKyalITMOHHOTO 00ECTICUCHHS BOMCK

3.2 [ToaBmxHBIE MeUIIMHCKHE (POPMHUPOBAHUS. 3aa9u, OpraHu3aIys, IOPSI0K PabOThI
4 I"'ocynapcTBeHHbBIN MaTepUaJIbHbIN pe3epB
4.1 HopmaTnBHOE TpaBOBOE pEryIMpOBaHUE BOMPOCOB (HOPMHUPOBAHHS, XpaHEHUS,
HaKOIUICHHS U OCBEXKEHHUS 3a11acOB MOOMIM3AIIMOHHOTO pe3epBa
5 N30paHHbIe BONPOCHI MeIUIMHBI KaTacTpogd
5.1 Opranu3anusi ¥ OCHOBBI JIEATEILHOCTH CITY>KObI MeauiinHbl katactpod (CMK)
6 Xupypruueckasi naToJj10rusi B BOGHHOE BpeMs
6.1 KomOnHMpOBaHHBIE TIOPAXKEHUS
7 TepaneBTH4YecKasi IATOJIOTUSI B BOEHHOE BpeMsl
7.1 3a00JieBaHNS BHYTPEHHUX OPTraHOB MPU TPABMATUYECKUX MOBPEKICHUSIX

TeMaTnKka JeKIUOHHBIX 3aHATHH



Ne Ne Tema nexuun KonnuectBo
paszena | IeKIHK 94acoB
1 1 |Hcropus pa3BUTUS U CTAHOBJIEHUSI TEHETUKHU KaK HAyKU 2
2 |MupoBasi HICTOPHSI TEHETHKU 2
3 |Mcropus reHETHKH B HaIlIeH CTpaHe 2
4 | XpoMOCOMHasi TEOpHs HACIEACTBCHHOCTH 2
5 | CtpoeHue XpoMOCOM YeJIOBEKa 2
2 1 | HacneacTBeHHOCTh M €€ MOJIEKYJISIPHBIE OCHOBBI 2
2 |TlousiTre 0 TeHax U TeHOMax 2
3 | DyHKIMOHAIBHOE YCTPOMCTBO IEHOB YEJIOBEKA 2
4 IIuTomornueckre OCHOBBI HACASACTBEHHOCTH. MUTO3 M Mei03 2
S  |I'eHsl u npu3HaKu 2
3 1 | MoHoreHHbIe 1 MyTbTH()AKTOPUATBHBIE 3200ICBaHUS 2
2 | XpoMOCOMHBIE OOJIC3HH 2
3 Hacnencreenusie 00s1€3H1M 0OMEHA BEIIECTB 2
4 Hamnbonee wacto  BcTpewaromuecs  MOHOTCHHBIE — 3a0OJICBaHMSL. 2
HeonaTtanbHbIl CKpUHUHT
4 1 | Meroap! 1abOpaTOPHOM TCHETHKH. 2
2 |IILP, snekrpodopes 2
3 |IILIP B peanbHOM BpEeMEHH 2
4 |lluroreHeTnyeckas JUArHOCTHKA HACIICICTBCHHBIX00IC3eHI 2
5 [IIIP nuarnocTuka uHpEKIU 2
6 [ILIP nuarHocTrka BUPYCHBIX I€IaTUTOB 2
Htoro 40
TeMaTka CeMHUHAPCKHUX 3aHATHI
Ne Ne Tema cemuHapa Konunuectso
pasacia JICKIIUH 4aCoB
1 1 CoBpeMeHHbIE TEHOMHbBIE TEXHOJIOTUH 4
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2 1 MerTo/1bl TEHETUKH YeI0BEKa 4
3 1 Bonesnu, nMeromnirne reHeTHIECKYI0 MPeIPacioioKEHHOCTh 2
4 1 Merto 1l Ta00PATOPHON T'EHETUKH. 10
2 [P, anekrpodopes 10
3 [1LIP B peasibHOM BpeMEHU 10
4 IluToreneTndueckass AUarHOCTHUKA HACJIEACTBEHHBIX00IC3EHI 10
Uroro 50
TeMaTuKa NpaKTHYECKHUX 3aHATUHHI
Ne Ne Tema cemunapa Konuuects Dopmbl
paszena | JIeKiu 0 TEKYIIEro
" 4acoB KOHTPOJIA

1 1 | XpomocoMHBIE MyTalIuu 2 TK
2 | Poyib XpOMOCOMHBIX MYTAIIMi B HACIICJACTBECHHOH ITaTOJIOTHH 2 TK
2 1 |T'ensl u npu3HaKU 2 TK

2 |M3MEeHYMBOCTH 2
TK
3 1 |bone3nu, umerone reHeTHUECKyYI0 IpepacioiokKeHHOCTh 2 TK
4 1 |IIIIP nuarHocTHKa yporeHUTAIbHOU IMaTOJIOTHH 4 TK
2 |TIIP guarHOCTHKA MAMILIOMAaBUPYCHOM HHDEKIIUH 4 TK

3 |Meroxs Beigenenune JJHK 4
TK
4 | Beigenenne uHpekumonnoit u reHomHou JIHK pyunbimMu 4 TK

METOaMHU

5 | Beigenenue MH(EKITMOHHOMN " T€HOMHOU JHK 4
ABTOMATHYECKUMH METOJAMHU TK

Hroro 30

9. OpraHu3anMOHHO-NeIArOTHYeCKHe YCI0BUS

[Iporpamma moBbIIeHUsT KBaMPuKauu peanusyercs ¢ ucnonbzoBanueM JOT u

D0 Ha AUCTAaHUMOHHOW TIomEake — «ABTOMaTu3upoBanHas cucrtema (110 ®I'BOY BO
PoctI'MY MunsnpaBa Poccum (sdo.rostgmu.ru) (masee - cucrema)». B cucreme
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MMPpCACTABJICHBI y‘-Ie6HBIC MaTtcpualibl, TCCTOBBIC 3aJlaHHA 10 TEMaM y‘I€6HBIX MOI[YJ'IGﬁ

nporpamM. Cucrema Mo3BOJSET NPOBOAUTH OHJIANH-JICKIUM U CEMUHAPCKUE 3aHITUSA B

YAAJICHHOM PEKUMC CHHXPOHHO B3aHMMOJICMICTBOBATH CJIymaTero € ImpernogaBaTciICM.

IIpogeccopcko-npenogaBaTe/ibCKU COCTAB NPOrpPamMMBblI:

Ne damuaus, iMs, 0TYECTBO, Y4eHasn cTeneHb, JonkHOCTD
n/n Y4eHOoe 3BaHHe
1 Bypues /I.B. J.M.H. 3aB. kadenpoii
2 IlepeBesenuen O.A. K.M.H. AccHCTEHT Kadeapbl
3 ITonomapena T.II. K.M.H. JoueHT Kadeapsl
4 HoBukosa E.A. ACCHCTEHT

10. ®dopmbl aTTECTALIMH

10.1. Urorosas atrecramus mo IIporpamme mpoBogutTcs B ¢Gopme 3K3aMeHa M
MOJDKHA  BBIABISATH TCOPETHUYCCKYI0 M IPAKTHYECKYHO IIOATOTOBKY  Bpada-
JabopaTopHoii reHeTMKM B cooTBeTCTBHU ¢ TpeOOBaHUSMH KBATM(PUKAITMOHHBIX
XapaKTEePUCTUK U TTPO(PeCcCHOHATBHBIX CTaHIAPTOB.

10.2. OOyuaromuiicss JOMycKaeTcsi K MTOTOBOM aTTeCTallMM TOCJIe H3YYeHUS
JTUCHUIUIMH B 00BbeMe, MPEeTyCMOTPEHHBIM YUEOHBIM TIAHOM.

10.3. O6yuaronuecs, OCBOMBIIKE MPOrPaMMy U YCIIEITHO MPOIIEAIIAE UTOTOBOIO
aTTECTAIlMI0, TOJY4YaloT JIOKYMEHT O JOMOJHUTEIRHOM MpodheCCHOHATBHOM
00pa3oBaHUU — yIOCTOBEPEHUE O MOBBIIIICHUN KBaTU()UKALINH.

11. Onenounble MaTEPHUAIBI

11.1. TemaTKa KOHTPOJIBbHBIX BOIIPOCOB:

1. Kakoii metoa Hanbosee HHPOPMATHUBEH JIJIsl BBISIBIICHUST HACIIECTBEHHBIX HAPYIIIEHUN

AMUHOKHCIIOTHOTO 0OMeHa?

2.Yem oTnngaeTcs MPUHITUTIAATIBLHO MEH03 U MUTO3?

3. Kak 3ByunT OCHOBHAsI TOrMa MOJICKYJISIPHOWU T€HETHKH ?

4. Tlo xakuM mpU3HAKaM KJIaCCU(DHUITMPYIOT HACTIEACTBEHHYIO TATOJIOTHIO ?

5. Kakas pons JIHK u PHK B xpanenuu u nepenaue HaciaeacTBeHHOU nH(pOpMaIum?
6. HazoBHuTE OCHOBHBIE dTAITBl CHHTE3a OCIIKa B KIIETKE.

7. OCHOBHBIE XpPOMOCOMHBIE OOJIC3HM.

8. HazoBuTE OCHOBHBIE METO/IbI, TPUMEHSAEMBIE B KIMHUYECKON F€HETHUKE.
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9. OcHOBHBIE UTOTH NMpOorpaMmsel “I'eHOM uenoBeka’.

10. Yrto Takoe TOMUHAHTHBIE U pelecCUBHBIE TeHbI? Kak peanusyeTcsi JOMUHAHTHOCTD U
PELeCCUBHOCTh HA MOJIEKYJISIPHOM YpOBHE?

11.B3aumopeiictBre reHOB. UTO Tako€ KOJOMUHAHHOCTb, 3IIUCTA3 U MOJUMEPHUSL.

12. Kak npoucxoauT peryasuns GyHKIMOHUPOBAHUS Pa3IuYHbIX TeHOB? UTo Takoe
AMUTeHETHUKA?

13. HacineACTBEHHOCTh M U3MEHUHUBOCTD.

14. KakoBa poib pa3IM4HBIX KJIETOYHBIX CTPYKTYpP B peaju3aiiu HacJaeICTBEHHOCTH ?
15. OcHOBHbIE TTOHSATHE T€HETUKHU . T€H, T€HOM, TaIlIOTHUII, TEHOTHII.

16. Pacckaxure o ponu caresmtHoi JIHK B opranusanuu reHoma.

17. IlonsTHE O MOHOTEHHBIX HACJIEACTBEHHBIX O0Je3HsX. Hanbomnee yacto
BCTPEUAIOIIAsICS MOHOT€HHAs HACJIECTBEHHAs TATOJIOTHSI.

18. MynbTudakTopraibHbIe (CI0XKHO HAacIeayeMble) 3a00IeBaHUsI . POJIb
HACJICJICTBEHHBIX U TPUOOPETEHHBIX (DAKTOPOB B ATHOMATOTEHE3E.

19. MeToas! BISIBIICHUSI TCHETUYECKUX BAPUAHTOB, ACCOLIMMPOBAHHBIX C
MYJIbTH(AKTOPUATIBHBIMY 3200JICBAHUSMHU.

20. Ananu3 cuerieHusl.

21. Yto Takoe aHAIM3 acCOLMAINI TeHETUIECKUX BAPUAHTOB C MYJIbTH(HAKTOPUATIbHBIMHU
3a00J1eBaHUSIMU ?

22. MyKOBHUCITIH/I03: COLIMAIBHO 3HAYMMOE MOHOT€HHOE HaCJIeJICTBEHHOE 3a00JIeBaHME.
23. OeHUIIKeTOHYpHs KaK OCHOBHOE MOJIEIBHO 3a00JI€BaHNe TPYIIIbI HACIEACTBEHHX
HapyIlIeHui oOMeHa.

24. bone3np Jlayna: Hanbosee 4acTo BCTPEUYAOIIUNACI XPOMOCOMHBIA CHUHIPOM.

25. OCHOBHBIE XPOMOCOMHBIE ayTOCOMHBIE CUHJIPOMBI.

26. OCHOBHBIE XPOMOCOMHBIE TOHOCOMHBIE CUHIPOMBI.

27. Kakast pojib XxpOMOCOMHOM MaTOJIOTUH B TEPATOJIOTHH ?

28. I'enomubIit uMnpuTuHr. HazoBuTe npumepsl HAacIeACTBEHHON AaTOIOTHH.

29. HazoBuTe OCHOBHBIC METO/IbI JIJAOOPATOPHOM I'EHETUKH.

30. IIIP xak 6a3uCHBINM METOJI MOJICKYISAPHON TeHETUKU. [[pUHITUTIBI 1 KOMITOHEHTHI.
31. IIIP®D ananus.

32. DnekTpodopes B arapo3HOM U MOJIHMAKPUIAMUTHOM T'eJIsX.

33. IIIIP ananu3 B peaJbHOM BPEMEHHU.

34. AMmnpuUKaOHHBIE METOII MOJIEKYIISIPHON T€HETHKH.

35. I'uOpuan3anmoHHbIe METOIbl MOJICKYJISIPHOM T€HETHKHU.

36. HazoBuTe OCHOBHBIE METO/IbI IMATHOCTUKN MOHOT€HHBIX HACJIEICTBEHHBIX OOJIE3HEN.
37. JHK-nuarHocTrka u oIieHKa TeHETHYECKOTOPHUCKAO0

38. IIpeumymecta 1P nunarnoctuku nH(DEKIIMOHHON MATOJIOTHH.

39. OcHOBHBIE OMOXMMHUYECKHE METObI TUATHOCTUKHU HACIICICTBEHHBIX 00JIC3HEH.
40. OcHoBHBIC TpaBUiia cOOpa, XpaHEHUS U TPAHCTIOPTUPOBKHU O6romarepuana ais JJHK
JUArHOCTHUKHU.

41. Ha30BuTE OCHOBHBIE METO/IbI BBIJICJIICHUS HYKJIEUHOBBIX KHCIIOT.

42. Otimmuus [THP nuarnoctuku JIHK- n1 PHK-coaepxammux BUpycoB.

43. MeTtoabl CEKBEHUPOBAHUS.
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44. Knaccuueckoe cekBeHrpoBaHue 1o Canrepy. O0nacTs NpUMEHEHUS U OTPaHUYEHHUS
METO/1a.
45. MaccuBHOE TapajuieibHOe cekBeHnpoBanue HoBoro nokojeHus (NGS).
46. Ilonarue o nepcoHUPUIMPOBAHHON MeauIuHe. Poib 1abopaTopHO reHETUKH.
47. IlepconnuiimpoBaHHasi MEAMIIMHA IIUPOKO PACHPOCTPAHEHHbIE 3a00I€BaHUS.
48. Mytauusi, nonumMop($u3M WIh reHeTUYECKUA BApUAHT?
49. I'eneTnueckue BapUaHThl, aCCOLIMUPOBAHHBIE C MPEAPACTIOI0KEHHOCTHIO K
TPOMOODUIHSIM.
50. I'eHeTHyeckue BapuaHThl, ACCOMUPOBAHHBIE C MPEAPACTIONOKEHHOCTHIO
KCUIIEPTOHUYECKON OOJIE3HU.
51. Onkoreneruka 1 nepcoHU(pUIMPOBAHHAS MEIUIIUHA.

11.2.3apanus, BbIIBJASAKIINE NPAKTHYECKY0  MOArOTOBKY  Bpauya-
JIa00paTOPHOM reHETUKH

3anayva 1

[TanimenTka 0OpaTUIach Ha KOHCYIBTAIIMIO K TEHETHUKY C 1IETBI0 MPOTHO3a IOTOMCTBA.

Cpoxk 6epemenHoct - 15,1 Hemens.

[To maHHBIM KIMHUKO-TEHEAIOTHYECKOTO aHAJIM3a YCTAaHOBJIEHO, YTO 2 POIHBIX OpaTa u 1
JIBOIOPOIHBIN OpaT MaIMEHTKH CTPAIAl0T HACIEICTBEHHBIM X-CIICTUICHHBIM PEIIECCUBHBIM
3aboneBanueM (cuaapom Maptuna-bemn). Cama narueHTKa sIBASETCS HOCUTEIBHUIICH TaHHON
MaToJIoruu (3a00JIeBaHKE MPU ATOM KIMHUYECKHU He mposiBisiercs). [lanmentke B cpoke 14,3 Hen.
os110 mpoBenieHo Y3MU. o pesynbTaTam ucciaenoanus rpyosix BIIP y miona BeisiBieHo He ObLIO.
bru1 onpenenen non mioa - My»KCKOM.

Bomnpocsi:

1 KakoBa BeposITHOCTb MPOSIBIICHUS MATOJIOTHH Y peOeHKa B IaHHOM Clly4dae

2 Onucath METO/Ibl MPEHATAILHOM JUArHOCTUKH, TO3BOJISIONINE TUAarHOCTUPOBATh

cuHpoM Maptuna-benna y miona

3 B0o3MOXHO JIM TPOBEICHHE BEpUPHUITUPYIOLIEH TUArHOCTUKH B 1-M Tpumectpe?

3amaua 2

[TanmenTka oOpaTuiach Ha KOHCYJIbTAIMIO K TEHETUKY C LIEJIbI0 IPOrHO3a MOTOMCTBA.
Cpoxk 6epemenHoctH - 14,0 Heemb.

Ha MOMEeHT KOHCYNIbTally NOJIy4€HbI PE3YJIbTaThl CKPUHUHIA HA HACJIEICTBEHHYIO U
BPOKJIEHHYIO maTtoJioruto 1-ro tpumectpa (mporpamma ASTRAIA). Ilo pe3ynabTatam
HCCIIeIOBAaHUS YCTAHOBIIEHO 3HAUMTEIbHOE MOBbIIIeHHEe ypoBHS O6eta-XI Y Ha hoHE CHUKEHHOTO
ypoBHs PAPP-A.

Bompocsr:

1 Puck kako# naTOJOTMHU MOBBIIIEH Y TUI0Ja B JAHHOM cllydae?

2 Kaxkoit MeToJ npeHaTalbHOW TUArHOCTHKY 11€JIeCO00pa3HO UCIOIb30BaTh AT
UCKITIOYEeHHSI 3a00IeBaHus?

3agaua 3

[TanenTka oOpaTUIach Ha KOHCYJAbTALMIO K TEHETUKY C 11€JIbI0 MPOTHO3a MOTOMCTBA.

Cpok 6epemennoctH - 19,4 Henenu.

N3BecTHO, 4TO MO pe3ynbTaTaM CKPUHUHIA HA HACIIEACTBEHHYIO U BPOXKICHHYIO MaTOJIOTHI0
1-ro tpumectpa (mporpamma ASTRAIA) natonornyeckux OTKIOHEHUH BBISIBIICHO HE OBLIO.
WNHauBuayalbHBINA PUCK MALIMEHTKU IO XPOMOCOMHOM MAaTOJIOTUH Y TUIOAA HE MOBBIIIEH.

Ha xoHCynbTanuo npeaocTaBieHbl pe3yilbTaThl UCCIEA0BAHNS CHIBOPOTOYHBIX MapKEPOB 2-
ro Tpumectpa. OT™Meuaercsi 3HaunTeNIbHOE NoBbIeHne ypoBHs ADII Ha poHe HOPMATBHOTO
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ypoBHs XI'U.

Bomnpocsr:

3 Puck kako# maToJIOTUH MOBBINIEH Y TUI0JIa B TJAHHOM ciiydae?

4 Kakoii MeTo/1 peHaTaIbHON AUAarHOCTUKHU 1eJ1ecO00pa3HO UCHOIb30BAaTh IS
UCKITIOUeHHs 3200J1eBaHU?

3anaua 4

Ponurenu Bmecte ¢ peOeHKOM 00paTUINCh Ha 00CI€10BaHNE B TEHETUYECKYIO KIMHUKY 110
PEKOMEHAALINY Bpaya-KapAUO0Jora C Lelblo YTOUHEHUS AUarHo3a.

W3 anamHue3a n3BecTHO, 4To B 2013 T. 1eT peOeHKY OBIIO MTPOBECHO 2 OTEPAIUH 110 TIOBOIY
HAJKJIaIIaHHOTO CTEHO3a aopThl. B nepuo rocnuranu3anuu y pedeHkKa Obuia KOHCYIbTaIUs
IeHETHKa, [0 pe3yJibTaTaM KOTOPOU Bpay 3aroA03puil HATMYUE CHHAPOMAJIbHOM MMaToJIOTHH -
cuHApoM Bunbsamca.

OObeKkTUBHO y peOeHKa 0TMEYaroTCs crienu(pruyecKkrue M3MEHEHHs CO CTOPOHBI JINIIA,
XapakTepHble Ui cuHApoMa Bunbsmca.

Bonpocsr:

1 Kakoit metoa 1abopaTopHOil IMarHOCTUKY MO3BOJIUT OJTBEPANUTH AUArHO3

3amaya 5

[TanmenTka oOpaTuiach Ha KOHCYJIbTAIMIO K TEHETUKY C LIEIbI0 IPOrHO3a MOTOMCTBA.

Cpoxk 6epemenHocTH - 13 He.

Jannas 6epemMeHHOCTh 2-5. [IepBbIil peOeHOK y MAIIMEHTKH CTPaaaeT MHOIUCTPOdueit
JlroneHHa (HaclIeICTBEHHBIM X-CIIETNIEHHBIM PELIECCUBHBIM 3a00seBanueM). Kpome Toro mo

JaHHBIM KIIMHUKO-TCHCAJIOTHYCCKOT'O aHalIn3a YCTAHOBJICHO, UTO Yy MAIIMCHTKHU €CTh 2 POOHBIX O

M0 MAaTEPUHCKOW JIMHUM C aHAJTOTUYHOW MaTOJIOTUEH.

3amaunue:

1 TIpoBecTn METUKO-TEHETUYECKOE KOHCYJIbTUPOBaHNUE ceMbH. OIICHUTHh PUCK Pa3BUTHS
MuoaucTpoduu/lromenna y pebeHka oT BTOpoid OepeMeHHOCTH

2 CocTaBuTh J1aH 00CTIe0BaHUS OEPEMEHHOM C 1IEIBbI0 UCKITFOUCHHSI MUOUCTPO DU
JroiieHHa y mioja

3agaua 6

[TarueHT 0OpaTHIICS B TEHETHUECKYIO KIIMHUKY C I€JIbI0 00CIeIOBaHUS ISl YTOUHEHUS
KanoOml: KEeNTYIIHOCTh KOXKHU U CKIIEP.

W3 anaMHe3a U3BECTHO, UTO BIIEPBbIC Ha )KENTYIIHOCTD CKIIEP MallMEeHT 00paTuil BHUMaHUE
noJirojia Hazaz. B 3ToT e nmepuo1 MaTh manyeHTa oOpaTuia BHUMaHNUE Ha )KEeJTOBAThI OTTEHOK
KOXU cbiHa. CaM MalKeHT J0MYyCKaeT, YTO BO3MOXKHO U PaHbIlIe CKIEPhl U KOXKa UMETTH
KEJITOBATHIM OTTEHOK, OJTHAKO OH HE MPHAaBall ITOMY 3HAYCHHUSI.

ITo pe3ynbraTaMm OMOXMMHUYECKOTO aHAJIM3a KPOBU ObLIO YCTAHOBIICHO MOBBIIIEHUE YPOBHS
oOurero OunpyOuHa 3a cYeT HempsMoro. 3amnoo3peH cuuapom Kuianoepa.

Bompocsr:

1 Kaxkoit metoa mabopaTopHOil AUarHOCTUKY TTO3BOJIUT OJATBEPAUTH AUATHO3

2 OnuimuTe METOAUKY TPOBEICHUS] JAHHOTO UCCIIET0BAHUS

3amaya 7

Mawma BMmecTe ¢ pebeHKOM 3-X JIeT 0OpaTUIINCh Ha KOHCYJIBTAIIUIO K TEHETUKY C LIETBI0
oOcrenoBaHus Al yTOUHEHHUS TUArHo3a.

JKanoOwr:

- YaCThIC PEIUIUBUPYIOIINE HHPEKIINN HIDKHUX JIIXaTebHBIX MyTeH

- OOMJIBHBIN KUPHBIN CTYII C YaCTUYKAMU HETMIEPEeBAPSHHOW MUIIH U PE3KUM HETPUSTHBIM
W3 anaMHe3a U3BECTHO, UTO PeOEHOK OT 2-i1 OepeMeHHOCTH, 2-X poAoB. [Ipensrmymuit
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pebeHOK yMep B HEOHATATHHOM MEPHOE OT OCTPOH KUIICYHOW HEMTPOXOUMOCTH. B 06onx
ClIydadX IMalucHTKa HC BCTaBaJIa HA YUCT B JKCHCKYIO KOHCYJIbTAllUI0, POJAbL ObLIIN JOMAaIIHHUEC.
Bomnpocsr:

1 YcTaHoBUTH MpeaBapUTENbHBINA AUAarH03 y pedenka. Kakue cMMITOMBI SBIISIOTCS

MaTOrHOMOHUYHBIMU JIJIs1 JAHHOM MaTOJIOTUU
2 CocTaBuTh IJ1aH BepUDULIUPYIOICH TUarHOCTUKU (IIEPEYUCIUTD BCE METO/IbI)

3anaya 8

Ha xoHcynbTanuio odparuiach cynpyKeckas rnapa c 1eJbio IporHo3a noToMCTBa.

CeMbs MaHUpPYyeET JETOPOKICHHE.

[Ipu cbope anamHe3a YCTaHOBJIEHO, YTO CYMPYTH HMEIOT OJTHOTO peOeHKa, Y KOTOPOTO ObLIT
JIMarHocTupoBaH cuHapoM Mapdana. Taxke cunapomom Mapdana cTpagaeT cynpyr NaueHTKH U
€ro Matb.

3ananue:

1

[IpoBecTu MeaUKO-T€HETUYECKOE KOHCYIbTUPOBaHNE ceMbU. OLIEHUTh PUCK

pa3BuTHsA cuHApoMa MapdaHa y mocneayromux AeTei B JaHHOH CYIPY»KeCKO# mape

2

CocTaBuTh mi1aH 00CiIeJOBaHMS KEHIIMHBI B TIEpUOJT OepeMEHHOCTH

3anaya 9

Bac BbI3BasiM Ha CPOUHYIO KOHCYNIBTAUIO B HH(EKIIMOHHOE OT/IEJICHHE TOPOICKOM
OoonpHuIBL. [larmenTka — 6epemMenHas xeHimuHa. Cpok 6epeMeHHOCTH - 18,5 Henenb.
Juarnos: BUY, ocTpslil TOKCOMIa3MO3.

[To pe3ynbraTtam CKpUHHUHTa 1-ro TpUMecTpa y MallMeHTKH ObLT YCTAHOBJIEH BHICOKHMM PHCK
XpPOMOCOMHOM MaTOJIOTHH y oA (Haaudue Y3-MapKepa — pacuiupeHue TOJMITUHBI
BOPOTHUKOBOT'O MPOCTPAHCTBA, HATHMYNE OMOXUMHUYECKUX MAPKEPOB — 3HAYUTEIILHOE CHUYKEHUE
ypoBHsi PAPP-A Ha done noBsiieHHOTO ypoBHS OeTa-XI ).

3amanue:

1 CocrtaBbTe IJ1aH HHAUBUAYAIBHOTO 00CIEI0OBAaHHS MAllUEHTKU

2 B03MO’KHO JI1 B IaHHOM CITy4ae MCI0JIb30BaHNE NHBA3UBHBIX METOJIOB IS

UCKJTIOYEHHS] XPOMOCOMHBIX HapyiieHui y mona. Eciau «la», kakoit meton siBiiseTcs
MIPEMOYTUTEIbHBIM.

3agaua 10

Bac BbI3BaJIM Ha KOHCYJIBTALMIO B OT/IEJIEHUE MTaTOJIOI MM HOBOPOXKICHHBIX AETCKOM

OOJILHULIBL.

XKaioba neyamero Bpaya: Hamu4ne y pebeHKa MHOXECTBEHHBIX CTUTM JM33MOpHOreHesa,

BIIC.

ITpu c6ope aHaMHE3a YCTAaHOBJIEHO, YTO peOeHOK OT 1-it GepeMeHHOCTH, 1-X POJOB.
BozneiicTBre 3K30Te€HHBIX TEPATOr€HHBIX (PAKTOPOB B MEPHOA OEPEMEHHOCTH MaTh peOeHKa
OTpHILIAET.

OOBEeKTHBHO y peOeHKa OTMEUaOTCsl MHOKECTBEHHBIE CTUTMBI AU33MOpHOTreHesa:

KBaJ[paTHasi HECKOJIbKO acCUMETpUYHas popma dyepena. I uneprpruxos Ha 0y, pocT BOJIOC Ha JIOY
o Tumy "3aBUTKa"; aHOMaJbHast (popMa YIIHBIX PAKOBUH (BBITSAHYTHI KBEPXY U 3a0CTPEHBI, KOZEIKH
HECKOJIbKO 'MIIOIUIa3UPOBaHbl, B 00J1aCTH MOUeK oTBepcTHs (pucTysl?)); nepBble Majiblibl HA
KHCTSIX 0COOCHHO JMCTalbHble(agarHy paciiupeHbl; Ha CTOMAaX - Ha JIEBOW MOCTaKCHaIbHAs
MOJIMIAKTUIINSA, Ha TIPAaBO - MEPBBIH Masel] YKOpoueH; HUKHHE KOHEUHOCTH BU3YaJlbHO
YKOPOYEHBI, KOCOJIANoCTh Jerkoi crenenu oobeux croi. Io pesynpraram IxoKI' y pebenka Obu1



muarHoctupoBan BIIC.

3amanue:

1 OnpenenuTs Kpyr MpeaonaraéMplx 11arHo30B
2 CocTaBuTh IUIaH 00CIEIOBAHMS

11.3.1lpumMepsbl TeCTOBBIX 3aJaHUI U CUTYAIMOHHBIX 32/1a4
IuToreneruka — 310 HayKa, KOTOpasi U3y4aeT
+.CTPYKTYpy U (PyHKLIUU XpOMOCOM
CTPOEHUE KIIETKU
CTPOEHHUE XPOMOCOMBI
I'erepoxpomatun- 310
+KOHJIEHCUPOBaHHbIE, TPAHCKPUIIIIMOHHO HEAKTUBHBIE MTOCIIEI0BATEILHOCTH
xpomocomHo# JIHK
JIEKOH/IEHCUPOBAHHBIN XpOMaTUH
CTPYKTYpHI, coaepkaiue ocoodbie Tumbl JJHK n 6enku, koTopsie 00pa3yroT KOHLIEBbIE
Y4acTKH XpOMOCOM
HN3oxpomocoma 3T0 XpoMocoMa, 00pa3oBaHHAs
+B pe3yNbTaTe CIUSHUSA JBYX KOPOTKUX WU JABYX JUIMHHBIX IIJIEY XPOMOCOM
B pe3yabTaTe JeJeUnH JUIMHHOTO MJIe4a XpOMOCOMBI
B pe3yJabTaTe JeJelnH KOPOTKOTO IIeya XpOMOCOMBI
HNHaTepcTHHAIBHAsACTCHHS — ITO
MOTePs TEJIOMEPHOTO Y4acTKa XpPOMOCOMBI
MOTeps XpOMOCOMHOI'O MaTepuaja BHYTPH Ijieda XpOMOCOMBI
MOTeps HEHTPOMEPHI XPOMOCOMBI
3HauyuTe/bHOE NMOBbIIIEHHE YPOBHS HENPSAIMOro OMJIMPYOHHA B KPOBU NALIMEHTA SIBJIsSIeTCS
AUATHOCTHYECKHM KpHUTepHeM
OCTPOI T€MOJIUTHYECKON aHEMUU
+ Cunapoma XKunbbepa
- Cungpoma Cekkenst
- cunzpoma lllepemeBckoro-Tepuepa
- (eHUIIKETOHYPUH
JlaGopaTopHas qUarHOCTHKA rajJaKTO3EeMHUH BKJIIOYAET:
- OIpeJIeIeHNEe HaIN4Yus HEUTPaIbHOTO XKHUpa B Kaje
- OIpe/ielIeHHe YPOBHS aKTUBHOCTH 3J1acTa3bl B Kaje
- ompeieieHne ypoBHS (heHUTalaHUHA B KPOBU
+ ompeseneHrue ypoBHs IIIIOKO3bI B MOYE
IIpu ¢pochar-guadere B Moye onpeaesieTcs NOBbILICHHE YPOBHS:
- OakTepuit
- JEUKOIIUTOB
+ ¢ocdaron
- SPUTPOLIUTOB
B OuoxmmMmuyeckoM aHaIM3e KPOBH NMalHeHTa ¢ 00J1e3HbI0 MuoancTpodus/omenna
0TMe4YaeTcsi 3HAYUTEIbHOE MOBBIIICHHE YPOBHS:
- TJIFOKO3bI
+ kpeatuHpochoKkuHa3bI
- HENpsIMOTo OMIInpyOrHa
- oburero Genka
- CPb
B mo4e y nanuenToB ¢ 00s1e3Hb10 Buiibcona-KonoBaioBa onpenensiercsi NoBbILICHHOE
KOJIU4eCTBO:
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- OakTepuit
- JICUKOIIUTOB

+ Meau

- SPUTPOLIUTOB
BrisiBiienue spinabifida y miioga mo pesyastatam Y3H MoskeT CONPOBOXAATHCS
NOBbILLICHHEM YPOBHS:

+ A®II B chIBOPOTKE KPOBU OEpEMEHHOM >KEHILUHBI

- PAPP-A B cpIBOpOTKE KpOBU O€peMEHHOMN >KEHIIMHBI

- TECTOCTEPOHA B CHIBOPOTKE KPOBU OEPEMEHHOMN KEHILIUHBI

- XI'Y B ChIBOPOTKE KPOBU OEPEMEHHOM KEHITUHBI

.

12. JIntepatypa
PEKOMEHAYEMAS OCHOBHAS JINTEPATYPA:

. Hacnencreennsie 0one3nu. HarmonansHoe pykoBojctBo. [Tox pea. H.IT. boukosa, E.K. I'mntepa,

B.IL Ily3bipeBa - M. : I'D0TAP-Meaua, 2012. - 936 c.
Hanor B.U., bapeimankoa H.B., bunesa JI.C. u ap. ['enetnka. Y4eOHHUK a1 MEAMITUHCKUX
BYy30B —MockBa, UKL «Akagemknuray, 2007.
I'maTep E.K. Menununackas reHetuka. Y4ueonuk.- M.: Menununa, 2003.- 448c¢.
MytoBuH I'.P. OCHOBBI KIIMHUYECKOM TeHETHKU: Yuel.mocodue. - 3-¢ u3z. - M.: Beicil. K.,
2010.-832¢
HacnencrBennbie CHHAPOMBI U MEIMKO-TEHETHUECKOE KOHCYIbTUpOBaHue. Kosnosa C. 1.,
HemukoBa H.C., CemanoBa E, baunnukoBa O.E.Atnac-cripaBounuk. M.: I1paktuka, 1996. — 416
c
Jleuyk WM.I1. Menuuuna katactpod / W.I1. Jlesuyk, H.B. TpetnsikoB. — M.: IDOTAP-MEJIMA,
2011. - 238c.

PEKOMEHIAYEMAS JOIOJIHUTEJIBHAS JIMTEPATYPA:

bouxos H.II. Knuanueckas renerrka. YueOuuk.- M.: [DOTAP-ME]L, 2002.- 457c.

Kiar V., Kamunarc M. OcHoBbl reHeTuku. —M.: Texnocdepa, 2007. —894 ¢

Nure-Beuromos, C.I'. 'eHeTHKa ¢ 0CHOBaAMM CeJIeKIIUM: YUeOHUK /7151 CTYyIeHTOB BYy30B / C.

I'. Unre-Beuromos. -2-e uznanue, nepepad. u gor. -CII16.: M3a-Bo H-JI, 2010. — 720 c.: ui.
Bboukos H.II. HacnenctBenHsie 60se3HU [DNeKTpOHHBIN pecypc] : HanmoHalnbHOe pyk-Bo / [T ox

pen. H.IL. boukoBa, E.K. I'untepa, B.11L. I y3b1 peBa - M. : I'DOTAP- Menua, 2013. - 936 c. -
nocrtyn n3 ObC "Koncynbrant Bpaua”

2. JIumane-®apua A. Iloxsana "rimynoctu" xpomocomsl. McioBeab HEMOKOPHON MOJIEKYIIbI
[Dnextponnsiit pecypce] / A. Jlumane®apua ; nep. ¢ auri. - 2-e u3a. (31.). - M. : BUHOM , 2015. -
315 c. - noctyn u3 3bC "KoHcynpTanT Bpaya"

3. Pynenckas I'. E. HacneactBenHble Helipo-MeTaboarueckue 00JIe3HU FOHOIIECKOTO U B3POCIIOTO
Bo3pacTa [DnektpoHHslil pecype] / I'. E. Pynenckas, E. FO. 3axaposa - M. : D0 TAP-Menua,
2018. - 392 c. - noctyn u3 ObC "KoncyneranT Bpaua"4. [llamos M. A. buomeaunnHckas STuka
[DnexTponHsIii pecypc] / U.A. [llamos - M. : I'D0 TAP-Menaua, 2014. - 286 c. - noctyn u3z 9bC
"KoHcynpTaHT Bpaua"

/. HHTEPHET PECYPCHbI:
8

3JIEKTOPOHHBIE | Jocryn
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