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1. HEJIX OCBOEHUA JUCHUTIIMHBI

1.1|coBepiieHCTBOBaHNE TEOPETUUECKUX 3HAHUH O IPUPOJE HACIEACTBEHHOM M BPOXKIEHHON IATOJIOTHUH YEJIOBEKA
(hopMHpOBaHHE NPAKTHUECKUX HABBIKOB, HEOOXOAUMBIX B IIPAKTUYECKOH AEATEILHOCTH Bpaya-TeHeTHKa JIIsl peIeHUs
KOHCYJIbTaTUBHO-MAaT HOCTHIECKUX, MPOQUIAKTHIECKIX, 00pa30BaTENbHBIX U MPOCBETHTENBCKHX 337124,
IIPEeyCMOTPEHHBIX KBATH()UKAMOHHBIMH TPEOOBAaHUSAMH, ITPEIBIBISIEMbIX K Bpauy-T€HETUKY.

2. MECTO JUCHUIIITUMHBI B CTPYKTYPE OOII

Huxn (pa3gen) OOIT: |B1.0

2.1|TpedoBaHus K NMpeaBapUTEIbHOI MOATOTOBKE 00y4aOIIEroCs:

2.1.1| JuCuMILIHHBI CIIEIMAINTETa: -TeHETHKA YeI0BeKa;

2.1.2|-rucrosnorus, SMOPHOIIOTHS, LIUTOJIOTHUS;

2.1.3|-HeBpoJorus, MeUIMHCKAs TCHETHKA, HEHPOXUPYPTHUS;

2.1.4|-axymepcTBO U THHEKOJIOTHS;

2.1.5|-nexnarpusi.

2.2 Ill/lCIII/ll'lJ'II/ll-lLl H MMPAKTUKH, JId KOTOPbIX OCBOCHUE JAHHON THCUMIINHBI (MO}.IyJ'Iﬂ) He00X0IUMO KaK
npeamecTByriiee:

2.2.1|MeauKo-reHeTHIECKOe KOHCYIbTHPOBaHHE

2.2.2|Metonbl CEKBEHHPOBAHUS FEHOMA HA COBPEMEHHOM JTale

2.2.3|MOHUTOPUHT BPOXKJEHHBIX IOPOKOB PA3BUTUSL

2.2.4|Teneruka onyxonu

2.2.5|CoBpeMeHHbIe MPECTABICHUS O CTPYKTYPHO-(QYHKIIHOHAIBHON OpraHu3aIlii XPOMOCOMBI

2.2.6|ITaTomorus

2.2.7|{TTepconuduippoBanHasi MEUIHHA

2.2.8|TIpousBoycTBeHHAs (KJIMHAYECKAs) TPAKTHKA

2.2.9|TToaroToBKa U cjaya rocyJapCTBEHHOIO K3aMEHa

2.2.10|Knunnueckas papmaxonorus

3. KOMIIETEHL[Y OBYYAIOLIETOCSl, POPMUPYEMBIE B PE3YJIbTATE OCBOEHMSI JUCLATITMHBI
(MOZYJIST)

IIK-1.1: OcymecTBJsieT JHATHOCTHKY B IeJISIX YCTAHOBJICHHS U (WJIM) YTOYHEHHUS IHATHO32 BPOXKICHHOI0 (MJIH)
HACJeJCTBEHHOI0 3200JIeBaHUS

3HaTh:

MK-1.2: OcyurecTBJ/isieT Ha3HAYEHHE MATOTeHETHYECKOT0 JIeYeHHUsI U MPOBOIUT KOHTPOJIb €ro 3 PeKTUBHOCTH U
0e30MacHOCTH y MAIUEHTOB ¢ BPOK/IEHHBIMH H (UJIH) HACIEICTBEHHBIMH 3200/1eBAHUSMHU

3HaTh:

IIK-1.3: Ocyll.leCTBJ'lfleT MEAUKO-TECHETHICCKOI0 KOHCYJIbTHPOBAHUA NMAIIUEHTOB C BPOKICHHBIMHA U (I/lJ'II/l) HacCJeACTBCHHbBIMH
3a00JIeBAaHUSIMH M UX POACTBEHHUKOB, H MAIIUCHTOB M3 I'PYIIIN PHUCKA, BLIABJICHHBIX IPH CKPUHUHTI€

3HaTh:

1IK-1.4: Ocyl_l_leCTBJ'lﬂeT NMpoBE€ACHHE MEAUITUHCKHUX IKCIEPTHU3 B OTHOIICHUH! MAIITMCHTOB C BPOKICHHBIMUA U (I/lJ'II/l)
HACJIe¢ACTBCHHBIMU 3a00JIeBAaHUSIMH

3HaTh:

OIIK-4.1: Od.1agaeT roTOBHOCTH K ONpe/IeIeHHI0 Y NAIHEHTOB NaTOJOrHYeCKUX COCTOAHU, CHMIITOMOB, CHHAPOMOB
3a0oJieBaHMIi, HO30JI0rHYecKUX (popM B cooTBeTCcTBUM ¢ MeXKIyHAPOIHOH cTaTHCTHYECKOH KiIaccudukanueii 6ose3Heii u
npo0JeM, CBS3aHHBIX CO 310POBbeM

3HaTh:

OIIK-4.2: OcyuiecTBJIsieT aHAJIU3 HHYOPMALIMH, OJYYeHHOI OT MAlIMEHTOB ¢ BPOXKAeHHbIMHU U (MJIM) HACJIeACTBEHHbIMH
3a00J1eBaHUSIMHU B X0/1e cOopa kaj100, aHAMHe3a )KM3HH, AHAMHe3a 3a00/1eBaHus U ceMeiiHOro anaMHe3a

3HaTh:

OIIK-4.3: OcymecTBJsieT cocTaB/JeHHe MJIaH Ja00paTOPHBIX (0MOXUMHUYECKHe, HUTOreHeTHYecKHe, MOJIeKYJISIPHO-
HUTOTeHEeTHYECKHE U MOJIEKYJISPHO-TeHeTHYeCKHe) H HHCTPYMEHTAJIBHBIX HCCIe0BAHUN MAIIHEHTOB ¢ BO3MOKHOCTBHIO €ro
000CHOBaHMS

3HaTh:




OIIK-4.4: O61anaeT TeopeTHYeCKHMMHU 3HAHUSIMHU 0 THUIIAX HACJIeI0BAHNUS BPOKAEHHBIX M (MJIM) HACJeCTBEHHbIX
3a00/1eBaHHUIi, THNIAX MYTAIMOHHBIX H3MeHEHHUIl FTeHOMa, ITHOJIOTHH, TATOTeHe3e, MOJIEKYISIPHBIX 0CHOBAX, NaToMopdoJiorum,
KJIMHUYECKOil KapTUHe, KJaccupukanmu, TuarHocTuke u AuddepeHuna bHOi THATHOCTHKE, 0COOEHHOCTSX TeYeH N,
HCXO0/1aX, MPUHIMIAX JIeYeHHS] BPOKACHHBIX H (MJIM) HACIeICTBEHHBIX 3200/IeBAHNI 1 UX OCJIOKHEHU M

3HaTh:

OIIK-5.1: OcymecTBIsIeT Ha3HAYEHH e JTeKAPCTBEHHBIX MPeNapaToB, B TOM YucJie oppaHHbIX, MeIUIIUHCKUX HU3AeTuil 1
Jle4e0HOro MUTAHUA MAHUEHTAM € BPOKIEHHBIMHU U (MJIM) HACJIeACTBEHHBIMH 3200JIeBAHUSIMHY C JAaJIbHelilneii oneHKoi
3(p¢deKTUBHOCTH U 0€30MACHOCTH HX NPMMEHEHHUs MyTeM OTCIe:KMBAHUS IMHAMMKHU COCTOSIHHA NALMEHTOB 110 pe3yJibTaTaM
JIaG0PATOPHBIX M HHCTPYMEHTAJbHBIX HCCIeA0BAHMI

3HaTh.

OIIK-5.2: OcymecTBjsieT Ha3HAYEHN e HeMeJUKAMEHTO3HOI0 JieueHus1 ((pu3noTepaneBTHYECKOrO, JeueOHoil (PU3KYJILTYpPbI)
NalueHTaM ¢ BPO:KAeHHbIMH U (MJIM) HACJIe/ICTBEHHBIMH 3200/1€eBAaHUSIMHU C JajibHelileil oneHnkoii 3¢pexTHBHOCTH U
0e30NMacHOCTH ero NPpUMeHeHHs

3HaTh:

OIIK-5.3: OcymecTBiasieT NPOPUIAKTUKY MU JIeYeHHe 0CI0KHeHMi, MOO0YHBIX /1eiicTBHI, HelKeJIaTeJbHBIX PeaKluid,
BO3HUKIIUX B pe3yJibTaTe NPUMEHEHHs JIEKAPCTBEHHBIX MPENapaToB, B TOM 4ncje oppaHHbIX, MEAUIMHCKUX U31eTUH,
JIe4eGHOr0 MUTAHNS, HeMeJUKAMEHTO3HOTO JIeUeHUsI

3HaTD:

OIIK-5.4: Oka3pIBaeT KOHCYJIbTATUBHYIO MOMOIIb BpauyaM-cliel{HATHCTAM 110 BOMPOCAM JieYeHHsl MAIHEeHTOB ¢
BPO:KAEHHBIMU U (MJIM) HACJIEACTBEHHBIMH 3200/ 1€BAHUSIMHU

3HaTh:

OIIK-6.1: OcymecTBJisieT aHAJIN3 I'eHEATOrHYecKol HHGOPManHH, MOJTYy4YeHHOH 0 MalleHTe C BPOKACHHBIMH H (MJIH)
HacJIeCTBEeHHBIMH 3200/1eBAHUSIMH, U ONpe/ie/1eHUe TUIIA HAC/IeJ0BAHUS 3200/1eBaHNs B ceMbe.

3HaTh:

OIIK-6.2: OcyiecTBJIsIeT OLIEHKY MPOTHO32 BO3MOKHbBIX BPOKIEHHBIX U (MJ1H) HACJeCTBEHHbIX 3200/1€BaHUii y MOTOMCTBA B
ceMbsIX NAIMEHTOB ¢ BPOKIEHHOI U (MJIM) HAC/eICTBEHHON NMAaTOJIOTHEl, a TaKIKe Y 3/I0pOBbIX HOCHTEJIEH MaTOreHHBIX
MYTAlUii B reHaX MyTeM pacuyeTa reHeTHYecKOro pucka

3HaTh:

OIIK-6.3: OcymecTBiasieT pa3bsiCHeHHE MANMEHTY U (MJIH) YJeHAM ero ceMbH, a TAKKe 30POBbIM HOCHUTEJISIM MATOreHHbIX
MyTanuii B reHax nH(popMauuu 0 BpO:KAEHHOM M (/M) HACTEICTBEHHOM 3200/IeBAHNH, T€HETUYECKOM PHCKE POKIEHUS
NMOTOMKA ¢ BPOKIEHHBIM U (MJIH) HACJIEICTBEHHBIM 3200/I€eBaHNEM Y MAIMEHTA H YJIEHOB €ro ceMbH, a TAK:Ke Y 310POBbIX
HOCHTeJIeil MAaTOreHHbIX MYTAILMIi B T€HAaX, 0 METOJaX JIeYeHUs U NPOPUIAKTHKH BPOKIEHHOTO U (MJIM) HACJIEJICTBEHHOTO
3200J1eBaHuUsl, BKJIIOYas MPEHATAIBHYIO H (MJIH) NPEeHMILIAHTAIIMOHHYIO THATHOCTHKY

3HaTh:

OIIK-6.4: OcymecTBjasieT pa3padoTKy IJIaHA MPOPUIAKTHYECKUX MEPONPUSITHI MO MPeAyNPeKIeHNI0 BPOKIEHHbIX U (1JIH)
HACJIeICTBEHHBIX 3200/I€eBaHUIil B ceMbe NAIMEHTOB ¢ BPOKIEHHBIMHU (HJIM) HACTeICTBEHHBIMHU 3200JIEBAHUAMU, A TAKIKE Y
310POBBIX HOCUTeNIel MATOreHHbIX MyTAIMI B reHax, BKJIIOYAsl MPEeHATAJbHYIO M (MJIM) MPEeUMILUIAHTAHIHOHHYIO THATHOCTHUKY,
B COOTBETCTBUH C MOPSAKAMH 0KAa3aHUSA MeIUIMHCKONH MOMOIIH, KJIUHUYECKUMH PEKOMEHIaUsIMH (MIPOTOKOJIAMM JIeYeHHs)
110 BONIPOCAM OKa3aHUS MeIUIUHCKONH MOMOIIH, ¢ Y4€TOM CTAHAAPTOB MeAHIUHCKONH MOMOIIM

3HaTh:

OIIK-7.1: OcymecTBJisieT Ha3Ha4YeHHe NMPO(PUIAKTHYECKHX MEPONPUATHI ¢ y4eTOM (aKTOPOB PUCKA B COOTBETCTBHH C
JeCTBYIOIIMMH NOPSIAKAMH OKA3aHUS MeJUIUHCKONH NOMOIIM, KIHHUYECKMMH PEKOMEHAANUAMH (IPOTOKOJIaMH JIeYeHH )
110 BOIIPOCAM OKA3aHUSI MeIUIMHCKONH MOMOIIM, CAHUTAPHO-3MIUAEMHOJI0THYeCKUMH NPABUJIAMM, C Y4€TOM CTAHAAPTOB
MeJIUIMHCKOI OMOLIY NAHEHTOB ¢ BPO:KICHHBIMHU U (HJIH) HACJEICTBEHHBIMH 3200/1eBAHUSAMHU

3HaTh:

OIIK-7.2: CocTaBiisieT JIaH MePONPUATHI MeIMIMHCKOI peadMIMTallMi NallMeHTOB B COOTBETCTBHH € el CTBYIOIIMM
NOPSIAKAMH 0KA3aHUS MEeHIMHCKOM NOMOIIY, KIMHHYeCKUMH PeKOMEHAANAMH (IPOTOKOJIaMH JIeYeHHs1) 10 BONPocaM
OKa3aHMSsI MeJULMHCKOH MOMOLIH, ¢ Y4eTOM CTAHJAPTOB MeIMIMHCKOI moMoiu

3HaTh:




OIIK-7.3: OcymecTB.jsieT HaANpaBJeHHe NALMEHTOB ¢ BPOXKAEHHBIMH M (MJ1H) HAcJeCTBEeHHbIMH 3200/IeBAHUSIMU K BpadyaMm -
CHEeNHATUCTAM /IS HA3HAYEHUS U NMPOBeJAeHHs MePONPUSITHIi MeTMIIMHCKOI peaduJuTaAlMH, CAHATOPHO-KYPOPTHOTO
JIeYeHHs1, B TOM YHCJIE IPU PeaTu3alui HHAMBHAYAJIbHON MPOrpaMMbl peadHINTAIIMY WIH Aa0WIHTALIMM MHBAJIU/I0B, B
COOTBETCTBHH JICHCTBYIOLIUM IOPSIKOM OPraHU3alUH MeAHIHHCKON peadnInTaliy U MOPSIAKOM OPTraHH3alMH CAHATOPHO-
KYPOPTHOIO Jie4eHUsl

3HaTh:

OIIK-8.1: OcymecTBsIeT NPpOBeeHHe IKCNIEPTU3bI BpeMeHHOH HeTPY/I0CNOoCOOHOCTH NAIMEHTOB U padoTa B cOCTaBe
Bpa4e0HOIl KOMHCCHH MEAMIHUHCKON OPraHn3aiiu, 0CyecTBISIOIEeH IKCepPTH3Y BpeMEHHOH HETPYA0COCOOHOCTH

3HaTh:

OIIK-8.2: OcymecTBjsieT MOATOTOBKY MeIMIMHCKOI TOKYMEHTAIIUM JJIsl OCYLIeCTBJIEHUS MEANKO-CONHAILHON IKCIEePTU3BI
B (e1epaIbHBIX TOCYJAPCTBEHHBIX YUPEKICHHAX MeIUKO-CONHATBHONH IKCIEePTU3BI

3HaTh:

OIIK-9.1: Ha3HauyaeT 1 KOHTPOJUpPYeT 3(peKTHBHOCTH MePONIPUATHII 10 NPOPUIAKTHKE BPOKICHHBIX U (WJIH)
HACJIeICTBEHHBIX 3200/1eBaHHIi B COOTBETCTBHH C NOPAJAKAMH 0Ka3aHHS MeJIHIIMH CKOH NOMOIIH, KIHHUYECKUMH
PeKoOMeHAanusAMH (IIPOTOKOJIAMH JIe4eHH) 10 BOIPOCaM 0Ka3aHHs MEeHIHHCKON MOMOIIH, C Y1€TOM CTAHAAPTOB
MeIHIMHCKOM oMo

3HaTh:

OIIK-9.2: OcymecTBJisieT NpoBe/leHUe CKPUHUHTA HA BPOXKAeHHbIe U (MJIM) HacJle/ACTBeHHbIe 3a00JIeBaHUsl, B TOM YHCJIe
CKPHHHUHIa 0epeMEeHHbIX HA BPOKICHHbIC IOPOKH PAa3BUTHSI H XPOMOCOMHBbIE AaHOMAJIUMHU Y IJI0/1a, MACCOBOI0 00c/1e10BaHUsI
HOBOPO’KJICHHBIX JeTeil Ha HAaCJIeICTBEHHBIE 3200J1eBaHNA, 2 TAK:Ke 00C/IeJ0BaHNS YICHOB CeMbH NMALMEHTOB ¢
YCTAHOBJICHHBIM JHATHO30M BPOKACHHOI0 H (HJ1H) HAC/1eJCTBEHHOr0 3a00/1eBaHUsl M 310POBbIX HOCHTE el IATOreHHbIX
MyTanMii B reHax

3HaTb:

OIIK-9.3: OcyuecTBJisieT onpeaeeHne MeTUIIMHCKUX MOKA3aHMil K MPOBeIEHUIO JIAG0PATOPHBIX H (MJIH)
HHCTPYMEHTAJILHBIX HCCIe0BAHUN NALMEHTOB U3 IPYNN PUCKA, BHISIBJEHHBIX MPH CKPUHUHTE, B TOM 4YHCJIe CKPUHUHIE
0epeMeHHBbIX Ha BPOK/ICHHBIE IOPOKH PA3BUTHS U XPOMOCOMHBIE AHOMAJIMH Y II0/Ia, MACCOBOM 00CJIeI0BAHUHU
HOBOPOKIEHHBIX JeTeil Ha Hac/JeCTBEeHHbIE 3200/1eBaHNs1, 2 TAKIKE YJI€HOB CeMbH NMAIMEHTOB € YCTAHOBJIEHHBIM IHATHO30M
BPO:KAEHHOT0 M (MJIH) HACJIEICTBEHHOI0 3200/1€BaHHUs], 4 TAK:KE 3I0POBBIX JIMII C MOI03PEeHHEM HA HOCHUTEIHLCTBO MATOTeHHBIX
MyTauuii B reHax

3HaTh:

OIIK-9.4: OcymecTBasieT JHCNAHCEPHOE HADTIOAeHHE 32 MAIHMEHTAMHU ¢ BPOKIEHHBIMHU U (WJIN) HACIEACTBEHHBIMHI
3a00J1eBaHUSIMH

3HaTh:

OIIK-9.5: IIpoBOAUT CAHUTAPHO-NPOCBETHTEILHYI0 Pa00Ty cpeH MANMEHTOB U YJIEHOB HX CeMbHU, MeTUIUHCKHUX PA0OTHUKOB
10 BONPOCaM NPOPHIAKTHKH BPOXKIEHHBIX U (MJIM) HACTEACTBEHHBIX 3a00/1eBaHMIT

3HaTh:

OIIK-10.1: OcymecTBaseT COCTaBJIeHUE IIJIaHA U 0TYeTa 0 CBoeil padoTe

3HaTh:

OIIK-10.2: OcymecTBiasieT BeieHHe MeTUIIMHCKOI JOKYMEHTAllMU, B TOM Yucje B (popMe 3JIEKTPOHHOTO IOKyMEeHTa

3HaTh:

OIIK-10.3: OcymecTB.jsieT nNpoBeeHue padoThI 10 o0ecrneyeHUI0 BHYTPEHHEr0 KOHTPOJISI KayecTBa M 0€30MacHOCTH
MEIMIUHCKOM eI TeTbHOCTH

3HaTh:

B pe3yabTaTe OCBOCHUA TUCHUIVIMHBI Oﬁy‘lamﬂlﬂﬁCﬂ JOJIZKCH

3.1|3nare:

3.1.1|o0mury1o0, MEIULIMHCKYIO U KIMHUYECKYIO TeHETUKY;

3.1.2|npodeccuoHatbHbBIC HCTOYHUKN HHGOPMANUH, B T.4. 0a3bl JaHHBIX.

3.1.3|mMeToap! paHHEH TUarHOCTHKU M MPO(MIAKTUKY HACIEICTBEHHON U BPOXKAEHHON MATOJIOTHH:

3.1.4|-MTK;

3.1.5|-CKpHHUHTOBBIC ITPOTPAMMBI;

3.1.6|-iporpamMmel MoHUTOpUHTa BIIP;




3.1.7

-IIOAXOJbI K HpeCI/IMHTOMaTI/I‘ICCKOI‘/’I, HpeHHMHHaHTaHHOHHOﬁ, HpeHaTaJ'IBHOfI JUardHOCTHUKE,

3.18

-haxTophl pucka Bo3HuKHOBeHUs BIIP 1 pa3sButus MynbTH(aKTOpUaIbHBIX COCTOSHUI.

3.19

MuHuMaNbHbIE JAUArHOCTUYCCKHUC IPU3HAKH, ITO3BOJIAONINE 3aI10J03PUTH HACICACTBECHHYIO IAaTOJIOT IO,

3.1.10|cpoku HaOMrOIeHHS 32 TTALIMEHTAMH 1 WICHAMH UX CeMEeH M3 TPYIIN PUCKA 110 HACJICACTBEHHOM U BPOXKIEHHOW MATOJIOTHH;
3.1.11|cpoku qucnancepHoro HabroAeHus nanueHToB ¢ @KV, rajgakrozemuei u ap.;
3.1.12(MeTo10IOTHIO B3aUMOJICHCTBHUS MEXKy Pa3JIHUHBIMH CIy)KOaMu CHCTeMBI 3/ipaBooxpaHenns 1 MI'K.
3.1.13|3Tronoruto, naToreHe3,KIMHNYECKYI KapTUHY HACJIECTBEHHOMN, BPOXKIEHHON U MYJIbTU()AKTOPHUAIBH O MaTOJIOTHH,
3.1.14|coBpeMeHHbIe IOAXO/bI K KIACCU(PHUKAIIMY HACIIEICTBEHHOM, BPOXKIEHHON U MyIbTU(PAKTOPHATHEHOMN MaTOIOTUH.
3.1.15|3tHonoruI0, MaTorenes3, JMHAMUKY KIMHHYECKON KapTUHBI HACIICJICTBCHHBIX 0O0JIe3HE, BPOXKIEHHON 1
MyJIbTH()AKTOPHATIBHOM MATONIOT U,
3.1.16(3Hath ocHOBHBIC puHIHKIIEI Teparud HBO u mp.
3.1.17|3THronoruto, naToreHe3,KIMHNYECKYI0 KapTHHY, METOIbI TUATHOCTHKH U MPO(UIAKTUKH, JICUCHUS H PCaOITUTAIIUH
HacJeJCTBEHHBIX OoJe3HeH, BpoxkAEHHON U MyIbTU(HAKTOPUATIbHOM AaTOJIOIUH;
3.1.18|MeT0oaBI METUIIMHCKOM TEHETHKH,
3.1.19]|3TH4ecKuX U JEOHTOJIOTUIECKHX, a TAKKE MIPABOBBIX HOPM OKa3aHUS MEIUKO- TeHETHIECKOH TOMOIIIH.
3.1.20{OcHoBHBIEC 3aKOHOMEPHOCTH HACJICIOBAHUS M PeaM3allii TeHETHUECKON HH(OpMAIIUK B HOPME U TPH MATOJIOTHH;
3.1.21{nonynsuOHHYIO TEHETHKY;
3.1.22|KIIMHHUKO- MOJICKYNAPHO- TCHETUYCSCKUE U IOMYIAIMOHHBIC XapaKTePUCTHKU YaCTOH HACTICACTBEHHOM U BPOXKIEHHOM
MIaTOJIOTUH;
3.1.23|y4ebHyr0, Hay4YHYI0, HAYYHO-TIOMYJISIPHYIO JINTEPATypy, HOpMaTHBHO-TIpaBoBbie oKyMeHThI, UTTJIC 1 MHTepHET- pecypchr;
3.1.24|npuHiunel pa3paboTKku 00pa30BaTENbHBIX OJIOKOB.
3.1.25(Mertop! ieueHus, NPOPHUIAKTUKY U peaOHIIUTALUH [TPU HACIIEICTBEHHON 1 BPOXKIEHHOM NaToyioruu (TIoKazaHus,
3¢ GEKTHBHOCTS | T.IL.);
3.1.26]|o01mecTBeHHbIE PEaOMINTAIIIOHHBIE OpraHU3aIUH;
3.1.27|mpaBuna oopMIICHNS MEMIIMHCKON JOKYMEHTAINH, 3aKIIOYCHHMIA, BBIJAYH CIIPABOK U JP.;
3.1.28|meronuku cO0pa U MEAMKO-CTATUCTUYECKOTO aHAJIM3a YaCTOThI U paCIPOCTPAaHEHHOCTH HACIIEICTBEHHOW MAaTOJIOTHH,
BBISIBJIEHHS (h)aKTOPOB BIHSAIOMINX Ha H3MEHEHHUE dTUX ITOKa3aTelNel;
3.1.29|npunnmnmnsl Mmonuroputra BIIP.
3.2|YmeTh:
3.2.1|monp30Bathes MpoheCCUOHATBHBIMUA HCTOYHHKAMU HH()OpMAIIHH;
3.2.2|aHanu3MpoBaTh MONyIeHHYIO HHPOpMaLuio (OT JHarHo3a K CAMIITOMaM H OT CUMIITOMAa(0B) — K JHAarHO3Y).
3.2.3|oeHuBaTh pe3yabTaThl CKPUHUHTA (HEOHATAIBLHOTO, IEPUHATATIBHOTO U JIP.);
3.2.4|onenuBats pe3ynbTaThl MOHUTOpUHTA BIIP;
3.2.5|o1ieHuBaTh pe3yNbTaThl IPECUMIITOMATUYECKON, MIPETUMITTIAHTAIIMOHHOM, IPEHATANBHON JIMarHOCTHKHY;
3.2.6{dopmMupoBaTh Ha OCHOBAHUMU TOJIyYEHHBIX PE3YJIbTATOB CKPUHUHTA IPYIIIIBI PUCKA;
3.2.7|cocraBnaTh mIaH JaTbHEHIIEro 00CIe0BaHus, TUCTIAHCEPU3AIIHY, JICUECHHS H PeaOMTNTaINY;
3.2.8|ocymecTBIsATh B3aUMOIEHCTBHE C APYTUMH CIY>KOaMU 3paBOOXPAHEHHS C IIeJIbI0 HAIIPABJICHHUS MAeHTa Ha
[OCJIEYIOUINE JIEYEHUE U PeabINTaIIHIO;
3.2.9|ocyIecTBIsATh MPOCBETUTENLCKYIO Pa0OTY (MIOATOTOBUTH COOOILICHUE HA 3a/IaHHYIO TEMY).
3.2.10|nonyyats HHGOPMALUIO O ALUEHTE (AHAMHE3);
3.2.11|noaTBepKaaTh U HCKITIOYATh HACTEICTBEHHYIO H BPOXKIEHHYIO MATOJIOTHIO;
3.2.12|bopmupoBaTh Pyl PUCKA,;
3.2.13|ocyIecTBIATh B3aUMOJISHCTBHE C APYTUMH CITY)KOAMH 3IpaBOOXPAHEHHS C LEIbIO0 NATbHEHIero 00CIe10BaHus TAI[HEHTOB.
3.2.14|YMeTb onpenenaTh U aHAJIM3UPOBATH CUMIITOMBI, CHHAPOMBI, HO30JI0THYeCKHe (GOPMBI U TPYNIIBI HA OCHOBE JaHHBIX
(bM3HKAITBEHOTO 0CMOTPA, J1a0OPAaTOPHBIX U MHCTPYMEHTAIBHBIX METOJIOB, B T.4.MOJIEKYJISIPHO - TEHETHYECKUX;
3.2.15|ymets nons3oBatbest MKB.
3.2.16{YMeTh NpOrHO3UpOBATH JANbHEIIIEEe pa3BUTHE OOJIC3HH;
3.2.17|cocTaBnATh MiIaH, 00CcIeI0BaTh,0LIEHIBATh PE3YIbTAaThl JA00PATOPHBIX U HHCTPYMEHTAILHBIX METOIOB, B T.U. CHIELUATIbHBIX
MOJIEKYJSIPHO-TEeHETHIECKHX;
3.2.18|paccunrarp nuerorepanuto mpu psae HBO;
3.2.19]000CHOBATH TaKTHKY JICYCHHS M CXEMY IHUCIAHCEPHU3auK OOJIBHOTO ¢ HAC/IEACTBEHHBIM 3a001eBaHNEM peOeHKa.
3.2.20|ITonyyats uHGOPMALHUIO O ALKEHTE (aHAMHE3);
3.2.21|{noaTBep:kAaTh U UCKIIIOYATh HACIECACTBEHHYIO U BPOXKAEHHYIO TATOJIOTHIO;




3.2.22 OLICHUBATb PE3YyJIbTAaThl J'Ia60paT0pHI>IX U HHCTPYMCHTAJIBbHBIX METOJOB, B T.4. CIICHHAJIBHLIX MOJICKYISIPHO -TCHCTHUYICCKUX

3.2.23

(hOopMHPOBATh TPYIIITBI PUCKA;

3.2.24|0cyeCTBIATE B3aUMOJICHCTBHE C IPYTUMHE CITy)KOaMH 37JpaBOOXPaHEHHUS C IIEJIbI0 JalbHEHIIero 00CieI0BaHUs

NaluCHTOB,

3.2.25|cocTaBuTh TUIaH MPOPHUIAKTHKH.

3.2.26| AHanu3upoBaTh HHGOPMALIUIO U3 PA3HBIX HCTOYHUKOB;

3.2.27|u3narate npodeccHoHaIbHY0 HHQOPMAIIHIO Ha JOCTYITHOM JUIsl KOHKPETHOTO CIIYIIATENs sI3bIKE.

3.2.28|BecT MEIUIIMHCKYIO JOKYMEHTAIIHIO,

3.2.29|ocymiecTBIATE IpeeMCTBEHHOCTE Mesky JITTY;

3.2.30[{000cHOBATH TAKTHKY JICUCHHUS;

3.2.31|paccunrars nuerorepanuto mpu psae HBO.

3.2.32| AHaIM3UpOBATh METUKO-CTATUUECKHE TOKA3aTeNH (101 HACIEACTBEHHON U BPOXKIEHHOM MaTOJIOTHH B CTPYKTYpE

[IaTOJIOTUH, CMEPTHOCTH U T.II., IPUYMHEI KoJieOaHuil MoKa3aTeseH, pernoHaIbHBIX PA3IHIHi U JIp.)

4. CTPYKTYPA U COEP’KAHME JUCIUAIIIMHBI (MOLY.JIST)

Kon HaunmenoBanue pasienoB u TeM /Bua | Cemectp / | HacoB | Komneren- | Jlutepatypa [Ipumeuanue
3AHATHS 3aHaTHs/ Kvbc 11070/
Paznea 1. [Ipodaemsbl connaabHOM
TUTHEHBI B MeTULMHCKOI FreHeTHKe.
OpraHu3zanusi MeIMKO-TeHEeTHYeCKOit
TOMOILIH HAceJeHHUIO.
11 TIpo6GeMbI cONMANBHOW THTHEHBI B 1 2 JIL.1JI1.2 J11.3
MEIUIMHCKOH reneTuke. /JIex/ JI1.4 J11.5
J1.6J12.1
2105233 54
2526
1.2 TIpo6eMbI cOlMANbHOW THTHEHBI B 1 6 JIL.1JI1.2 J11.3
MEIUIMHCKON TeHETHKE. JI1.4 J11.5
Mp/ J1.6J12.1
215233 54
2596
13 IIpoGnembl coluanbHOM TUTHEHB! B 1 6 JI1.1J11.2J11.3
MEIUIIMHCKON TeHETHKE. JI1.4 JI1.5
/Cp/ JI1.6J12.1
21323354
2596
14 MenuuyHcKas CTaTUCTHKA U TIPOOJIeMBbI 1 2 JIT.1J11.2J11.3
nemorpaduu. JI1.4 J11.5
/JTex/ JI1.6J12.1
21323354
2596
15 MenunuHcKasi CTAaTUCTHKA W TTPOOIIEMBI 1 6 JI1.1 J11.2 J11.3
nemorpaduu. JI1.4 J11.5
Mp/ JI1.6J12.1
215233 54
25 26
1.6 MenuuuHCcKas CTaTUCTHKA U TPOOIEMbI 1 7 JI1.1JI1.2J11.3
neMorpadum. JI1.4 JI1.5
/Cp/ JI1.6J12.1
215233 54

9506




1.7 DTHKA U JEOHTOJIOTUS B MEULIMHCKOM JI1.1J11.2
TeHETHKE. JI1.3J11.4
/JTex/ JI1.5 JI1.6J12.1

31323354
2596

1.8 OTHKa 1 JEOHTOJIOTHS B MEAUIIMHCKOM JI1.1J11.2
TEHETHKE. JI1.3J11.4
Mp/ JI1.5 J11.6J12.1

31023354
2526

1.9 OTHKa 1 JEOHTOJIOTHS B MEAUIIMHCKOM JI1.1J11.2
TEHETHKE. JI1.3J11.4
/Cp/ JI1.5 J11.6J12.1

01023354
2526

1.10 OpraHuzanys IoMOIH OOJILHBIM C JI1.1J11.2
HACJIeICTBEHHON IaTOJIOTHEN U UX CEMbSM. JI1.3J11.4
Mp/ JI1.5 J11.6J12.1

31323354
2596

111 OpraHuzanys IoMOIH OOJILHBIM C JI1.1J11.2
HACJIeICTBEHHON IaTOJIOTHEN 1 UX CEMbSM. JI1.3J11.4
/Cp/ JI1.5J11.6

31323354
2596

1.12 Bonpockl TpymoBo# 3KCIIEPTH3BI OOJIBHBIX C JI.1J11.2
HACJIeACTBEHHON U BPOXKICHHON JI1.3J11.4
MIaTOJIOTHEH. JI1.5 JI1.6J12.1
Mp/ 31225354

2526
Pa3pen 2. O6mast u MeTUIIMHCKAS
reHeTHKA.

2.1 WcTopus pa3sBUTUS U CTaHOBJICHHUS JI1.1J11.2
TEHETHKH KaK HayKH. JI1.3J11.4
MonexkynsipHble OCHOBBI HAaCJI€[ICTBEHHOCTH. JI1.5 JI11.6J12.3
IluTonoruueckre OCHOBBI J12.5
HACJIeICTBEHHOCTH. 312253 54
/JTex/ 2596

2.2 Wcropus pa3BuTsi 1  CTAaHOBIECHUS JIT.1J11.2
TEHETUKH KaK HayKH. JI1.3 J11.4
MonekymnsipHbIe OCHOBBI HACIIEICTBEHHOCTH. JIT.5 JI1.6J12.3
IluTonoruyeckrie OCHOBBI JI2.5
HACJIEICTBEHHOCTH. 21322334
Mp/ 2596

2.3 Wcropus pa3BUTHSI U CTAaHOBIICHHUSI JIT.1 JI1.2
TEHETUKH KaK HayKu JI1.3 J11.4
MounekysipHbIe OCHOBBI HACIIEICTBEHHOCTH. JI1.5 JI1.6J12.3
IluTonoruyeckre OCHOBBI JI2.5
HACJIEICTBEHHOCTH. 010202354
/Cp/ 2596

2.4 T'ens! u npuzHaky. JI1.1 J11.2
M3menunBocTs. /JIek/ JI1.3 J11.4

JI1.5 J11.6J12.3
J2.5
0132253 54

95096




2.5 I'eHb! 1 pU3HAKY. 12 J1.1J11.2
M3MeHYNBOCTb. JI1.3J11.4
Mp/ JI1.5 J11.6J12.3
J12.5
21022023 D4
D506
2.6 I'eHbI U IpU3HAKK 12 JI.1J11.2
M3MeHUnBOCTH JI1.3J11.4
/Cp/ JI1.5 J11.6J12.3
J12.5
D102 093 D4
25026
2.7 I'eHeTHKA UHIMBUIYATILHOTO Pa3BUTHS. 4 JI.1J11.2
MeTobl METUIIMHCKOM T€HETHKH (M3y4eHUs JI1.3J11.4
HACJIEICTBEHHOCTH YEJIOBEKa). JI1.5 JI1.6J12.3
/JIex/ J12.5
D1 09203 D4
D506
2.8 I'eHeTKa HHAMBUNYAIBHOTO Pa3BUTHSI. 8 JI1.1J11.2
MeTo/1bI MEAUIIMHCKON TeHETHKH (M3YICHHS JI1.3J11.4
HACJIC/ICTBEHHOCTH YEJIOBEKA). JI1.5 J11.6J12.3
Mp/ J12.5
210203 D4
D506
2.9 I'eHeTHKa HHIUBUYATIBHOTO Pa3BUTHS. 8 JI1.1J11.2
MeTobl METUIIMHCKOM Te€HETHKH (M3y4EeHUS JI1.3J11.4
HACJIEICTBEHHOCTH YEIOBEKa). JI1.5 J11.6J12.3
/Cp/ J12.5
D192 03 54
D506
Pa3nen 3. Kinnuyeckasi reHeTHKA.
XapakTepucTHKA HACIECTBEHHBIX
00J1e3HeN.
3.1 HacnencteennocTs u natojorus. /JIex/ 2 JI1.1 J11.2
JI1.3J11.4
JI1.5 J11.6J12.2
D192 093 D4
D506
3.2 Hacnencreennocts u narosorus. /TIp/ 8 JI1.1J11.2
JJ1.3711.4
JI1.5 J11.6J12.2
210203 D4
D556
3.3 Hacnencteennocts 1 narosiorust. /Cp/ 8 JI1.1J11.2
JJ1.3711.4
JI1.5 J11.6J12.2
D102 03 D4
2506
3.4 Bpoxxaénuele anoManuu pa3BuTus. /JIex/ 2 JI1.1J11.2
JI1.3J11.4
JI1.5 J11.6J12.2
21022323 D4

9506




3.5 Bpoxaénnsle anomanuu passutus. /Ip/ 10 J1.1J11.2
JI1.3J11.4
JI1.5 J11.6J12.2
31323354
3536
3.6 Bpoxnéuneie anoManuu pa3sutus. /Cp/ 10 JI.1J11.2
JI1.3711.4
JI1.5 J11.6J12.2
31023354
35 36
3.7 XpomocomHbie Oosne3Hu. /JIek/ 2 JI.1J11.2
JI1.3711.4
JI1.5 J11.6J12.2
01023354
3536
3.8 Xpomocomusie Oone3nu. /TIp/ 10 JI.1J11.2
JI1.3711.4
JI1.5 J11.6J12.2
31323354
3596
3.9 XpomocomHsie Oone3nu. /Cp/ 10 JI1.1J11.2
JI1.3711.4
JI1.5 J11.6J12.2
31323354
3596
3.10 MoHoreHHbIe (OPMBI HACIICACTBEHHBIX 6 JI.1J11.2
0oJie3Hel (maToreHes, KIMHUKA, JI1.3J11.4
JIUArHOCTHKA, YaCTOTA B MOMYJISIIHH). JIL.5 JI1.6J12.2
/JTex/ 31225354
35 36
3.11 MoHoreHHbIe (OPMBI HACIIEACTBEHHBIX 40 JI1.1 J11.2
Oose3Heit (maroreHes, KJIMHUKA, JI1.3J11.4
JUArHOCTHKA, YaCTOTA B MOITYJIALIIN) JI1.5 J11.6J12.2
Mp/ 312253 54
35 36
3.12 MoHnoreHnHsle (OpMBI HAaCIEICTBCHHBIX 40 JI1.1J11.2
Oose3Heil (maroreHes, KJIMHUKA, JI1.3J11.4
JMAarHOCTHKA, YaCTOTA B MOITYJIALIIN) JI1.5 J11.6J12.2
/Cp/ 31323354
3536
3.13 BounesHu ¢ HacaeACTBEHHBIM 2 JI1.1J11.2
IIPEPACIIONIOKEHUEM. JI1.3 J11.4
/JTex/ JIL.5 JI1.6J12.2
3132253 54
35 D6
3.14 Boie3nu ¢ HacaeACTBEHHBIM 40 JI1.1 J11.2
MIPEJPACIIONIOKEHUEM. JI1.3 J11.4
Mp/ JI1.5 J11.6J12.2
012253 54
35 D6
3.15 Bonesnu ¢ HacneICTBEHHBIM 50 JI.1J11.2
MIPEIPACIIONOKECHIEM. JI1.3J11.4
/Cp/ JI1.5 J11.6J12.2
010203354

25056




3.16 [CoBpeMmeHHEIE IpeCTaBICHHS O 2 J1.1J11.2
MEXaHM3Max KaHIEpOTreHes3a. JI1.3J11.4
/J1ex/ JI1.5 J11.6J12.2
31323354
2596
3.17 CoBpeMeHHBIC TIPEICTABICHHS O MeXa- 16 JI.1J11.2
HU3MaX KaHLIEPOreHe3a. JI1.3J11.4
Mp/ JI1.5 J11.6J12.2
31023354
2526
3.18 CoBpeMeHHBIC TIPEICTABICHHS O MeXa- 26 JI.1J11.2
HU3MaX KaHLIEPOreHe3a. JI1.3J11.4
/Cp/ JI1.5 J11.6J12.2
01023354
2526
3.19 WHdpopMamoHHO-TIONCKOBBIC 20 JIL.1J11.2
IMArHOCTHYECKHUE CUCTEMBI. ba3bl MaHHBIX. JI1.3J11.4
Mp/ JI1.5 J11.6J12.2
31323354
2596
3.20 WHdpopMamoHHO-TIONCKOBBIC 26 JI1.1J11.2
IMArHOCTHYECKHUE CUCTEMBI. ba3pl MaHHBIX. JI1.3J11.4
/Cp/ JI1.5 J11.6J12.2
31323354
2596
3.21  |/Konrp.pab./ 0 JI.1J11.2
JI1.3J11.4
JI1.5 J11.6J12.2
31225354
2596
3.22  |/Ox3amen/ 36 JI.1J11.2
JI1.3711.4
JI1.5 J11.6J12.2
312253 54
2596
Paznen 4. JlabopaTopHbIe METOABI
JHATHOCTHKHU HACJIEACTBEHHBIX 00J1€3HeH.
41 {uToreneTnueckne METOAbI AUArHOCTUKU. 2 JIT.1J11.2
/Jex/ JI1.3 J11.4
JI1.5 J11.6J12.4
J12.6 J12.7
J2.8
010202354
2596
4.2 LluToreHeTHUECKUE METOIBI THATHOCTHKH. 24 JI1.1J11.2
Mp/ JI1.3J11.4
JI1.5 J11.6J12.4
J12.6 J12.7
J12.8
3132253 54

9596




4.3 LluToreneTnuecKkrue METOABI JUATHOCTUKH. 20 JI1.1J11.2
/Cp/ JJ1.3711.4
JI1.5J11.6J12.4
J12.6 J12.7
J2.8
D102 03 D4
2506
4.4 bruoxumudeckue METOIBI TUATHOCTUKHU 2 JI1.1J11.2
HACJIEACTBEHHBIX OoJie3Heit. /JIex/ JI1.3J11.4
JI1.5 J11.6J12.4
J12.6 J12.7
J2.8
D102 03 D4
2506
45 BroxuMudYecKrue METObI TUATHOCTUKU 24 JI1.1J11.2
HacleACTBEHHbIX Oose3Hei. /IIp/ J11.3J11.4
JI1.5 J11.6J12.4
J12.6 J12.7
J2.8
210203 D4
D506
4.6 Buoxumuaeckre METOIBI AMATHOCTUKH 20 JI1.1J11.2
HacIeICTBEHHBIX Oosie3neld. /Cp/ JI1.3J11.4
JI1.5 J11.6J12.4
J12.6 J12.7
J2.8
210203 D4
D506

4.7 MonekysipHO-TeHETUIECKUE METOIbI 2 JI.1J11.2
JIMarHOCTHKH HACJIEACTBEHHBIX 00JIE3HEM. JI1.3J11.4
/JIex/ JI1.5 J11.6J12.4

J12.6 J12.7
J2.8
2102093 D4
D556

4.8 MonekynsipHO-T€eHETHYECKUE METO/IbI 32 JI1.1J11.2
JNIMArHOCTUKY HACJIEICTBEHHBIX 00Je3- HEll. JI1.3J11.4
Mp/ JI1.5 J11.6J12.4

J12.6 J12.7
J2.8
D192 093 D4
D506

4.9 MonekynsipHO-T€eHETHYECKUE METO/IbI 20 JI1.1J11.2
JIIMArHOCTUKY HACIEICTBEHHBIX 00Je3- HEll. JI1.3J11.4
/Cp/ JI1.5 J11.6J12.4

J12.6 J12.7
J2.8
210220323 D4
D506
Paznea 5. [IpopunakTuka u jie4eHne
HACJIeJICTBEHHBIX 00JIe3HEI.

51 OCHOBHBIE TIPUHITUITBI, METOIBI H YPOBHU 2 JI1.1 J11.2
(raMeTH4eCKHii, TPEe3UrOTHYECKUH, JI1.3 J11.4
MpeHATATbHBIHN, TOCTHATAIBHEIN) JIL.5 JI1.6J12.4
MPO(UITAKTUKY HACTIEICTBEHHO 1 JI2.6 J12.7
BpOXJIEHHO natosoruu. Menuko- J12.8
T€HETHYECKOE KOHCYIbTUPOBAHHUE. 010202354

/J1ex/

9506




5.2 OCHOBHBIE NIPUHIIUIBI, METOJBI X YPOBHU 24 J1.1J11.2
(rameTHYecKuii, IPe3UrOTHICCKUH, J1.3J11.4
IpeHaTaIbHbIN, HOCTHATAIbHbII) JI1.5 J11.6J12.4
poGUIAKTHKH HACIIECTBCHHON 1 J12.6 J12.7
BPOX/IEHHOI1 raTonoruu. Menuko- J12.8
TeHETUYECKOE KOHCYIbTHPOBAHHE. 213233524
Mp/ 3536

53 OCHOBHBIE NIPUHIIUIBI, METOJBI U YPOBHU 20 J1.1J11.2
(rameTHuecKui, Mpe3uroTUIECKHH, J1.3J11.4
IIpeHaTaIbHbIN, HOCTHATAIBHbII) JI1.5 J11.6J12.4
PO UIAKTHKH HACIIEACTBCHHON 1 J12.6 J12.7
BpOX/IEHHOI1 raTonoruu. Menuko- J12.8
TreHETHYEeCKOe KOHCYNbTUpoBanue. /Cp/ 21523354

3536

5.4 MOHUTOPHHT BPOXKICHHBIX  aHOMAJIH 2 JI.1J11.2
Pa3BUTHsA: IPUHLNIIBI OPTaHU3ALINY, J1.3J11.4
METOOJIOTHS, 3PPEKTUBHOCTD. JI1.5 J11.6J12.4
IMpodunaktuka 6one3neil ¢ J2.6 J12.7
HACJIeICTBEHHBIM IPEPaCION0OKEHUEM. J12.8
/J1ex/ 01323354

35 36

5.5 MOHUTOPHHT BPOKICHHBIX  aHOMAJIHA 26 JI.1J11.2
Pa3BUTHsA: IPUHLIUIIBI OPTaHU3ALINY, J1.3J11.4
METO0NIOTHS, 3PPEKTUBHOCTb. JI1.5 J11.6J12.4
IMpodunaktuka 6one3neil ¢ J2.6 J12.7
HACJIeICTBEHHBIM IPEPaCION0OKEHUEM. J12.8
Mp/ 01323354

35 36

5.6 MOHUTOPHHT BPOKICHHBIX  aHOMAJIHA 20 JI.1J11.2
Pa3BUTHsA: IPUHLIUIIBI OPTaHU3ALINY, J1.3J11.4
METO0JIOTHS, 3PPEKTUBHOCTD. JI1.5 J11.6J12.4
IMpodunakruka 6ones3neii ¢ J2.6 J12.7
HACJIEJCTBEHHBIM MPEIPACIIONIOKEHUEM. J12.8

010323354
/Cp/ 35 36

5.7 [IpexoHuenuoHHass NPOQUIAKTHKA. 2 JI1.1JI1.2
[IpenaranpHast muarnoctuka. [lokazanust JI1.3J11.4
1 METOMOJIOTUS IIPOBEJCHUS. 3HAUCHUE JI1.5 J11.6J12.4
MpeHaTaIbHON TUAaTHOCTUKU B CHIDKECHUH J12.6 J12.7
YPOBH$ HAaCJIECTBEHHON U BPOXKIEHHOM JI2.8
aToJorun. MeToasl. 519253 54
/JTex/ 3536

5.8 [pexoHuenroHHas NpoPHIAKTHKA. 26 JI1.1JI1.2
[IpenaranpHast muarnoctuka. [lokazanus JI1.3J11.4
U METOJI0JIOTHA IIPOBEACHHUS. 3HAUCHHE JI1.5 J11.6J12.4
MPEHATaIbHON TUAarHOCTUKU B CHUXKEHUU J12.6 J12.7
YPOBH$ HACJIEICTBEHHON U BPOXKIEHHOM JI2.8
maToJIoruu. MeToIbl. D1 352 53 D4
Mp/ 3536

5.9 [IpexoHuenroHHas NpoPUIAKTHKA. 20 JI1.1JI11.2
IIpenaransHas quarnoctuka. [lokazaHus JJ1.3J11.4
U METOJI0JIOTHA IIPOBEACHHUS. 3HAUCHHE JI1.5 J11.6J12.4
MPEHATaIbHON TUAarHOCTUKU B CHUXKEHUU J12.6 J12.7
YPOBH$ HACJIEICTBEHHON U BPOXKIEHHOM JI2.8
maToJIoruud. MeToIbl. D1 32 53 D4
/Cp/ 3536




5.10

CKpHUHUHT, KaK METOJ{ IPOMIIaAKTHKA
HACJIEICTBEHHON IaTOJIOTHH.
/JIex/

J1.1J11.2
J11.3J11.4
JI1.5 J11.6J12.4
J12.6 J12.7
J12.8
010203354
35 56

511

CKpHHHUHT, KaK METOJI MPOGHIAKTHKH
HACJIEICTBEHHON TATOJIOTHH.
Mp/

26

J1.1J11.2
J11.3711.4
JI1.5 J11.6J12.4
J12.6 J12.7
J12.8
010203354
35 56

5.12

CKpHMHHUHT, KaK METOJI IPOQUIAKTHKH
HACJIEICTBEHHOH TaTOJIOTHH.
/Cp/

20

J1.1J11.2
J11.3J11.4
JI1.5J11.6J12.4
J12.6 J12.7
J12.8
31323354
32556

5.13

Jleuenune: ocHOBHBIC IIPUHOMUIIBI ¥ TTIOAXOIBI.

/JIex/

JI1.1J11.2
JI1.3J11.4
JI1.5J11.6J12.4
J12.6 J12.7
J12.8
31323354
3556

5.14

Jleuenune: ocHOBHBIC IIPUHOUIIBI ¥ ITIOAXOIBI.

Mp/

26

JI1.1J11.2
JI1.3J11.4
JI1.5J11.6J12.4
JI2.6 JI2.7
J12.8
31323354
3536

5.15

Jleyenune: ocHOBHBIE MPUHIUIIBI U TTOAXO/BI.

/Cp/

41

JI1.1J11.2
J11.3711.4
JI1.5 J11.6J12.4
J12.6 J12.7
JI2.8
0103203354
3506

5.16

/OKk3ameH/

27

JI1.1J11.2
J11.3J11.4
JI1.5 J11.6J12.4
J12.6 J12.7
JI2.8
010323354
2556

5. OHEHOYHBIE CPEJICTBA

5.1. OHeHO‘[Hble MaTepuaJibl 1Jfl TEKyIIero KOHTPOoJIs U l'lpOMe)l(yTO‘-lHOﬁ aTreCcTaluu

HpCHCTaBHCHBI OTACJIbHBIM JOKYMEHTOM

5.2. OueHo4yHble MaTePUAJIbI JJISl TMATHOCTHYECKOr0 TECTHPOBAHUS

HpeZ[CTaBJ'IeHI)I OTACJIbHBIM JOKYMEHTOM




. YYEBHO-METOJAUYECKOE I TH®OPMAIIMOHHOE OBECIIEYEHUE JUCHUITJINHBI (MOAYJIS)

6.1. PekomeHyeMasi JuTepaTypa

6.1.1. OcHoBHas quTEpaTypa

ABTOpBI, COCTaBUTEIH 3arnaBue WznarensctBo, ron | Komnu-Bo
JI1.1 |MytoBuuI'. P. Knunnueckas reneTnka: TeHOMUKA U IPOTEOMHUKA M.: TO0TAP- 16
HaCJIEICTBEHHOM MaTOJIOTUH Menua, 2010
J1.2 (®Dopmanes B.D., YucneHHbIE METOJIBL.: yIEOHUK Mockaa: 1
Peuznankos J1.J1. ®duzmariut, 2006,
https://www.student
library.ru/book/ISB
N5922104799.html
JI1.3 |bouxos H.IL., ITy3eipeB |KnuHudeckas reHeTuka Moscow: 'DOTAP 1
B.I1., CMupHuXuHa -Menna, 2015,
C.A. http://www.studentl
ibrary.ru/book/ISB
N9785970435700.h
tml
JI1.4 |Kouwuues A. C., MonekyssipHast 6uoorus: Y4eOHHK I BYy30B Mocksa: FOpaiit, 1
CeBactpsinoBa I, A., 2021,
I{BetkoB U. JI. https://urait.ru/bcod
e/459165
JI1.5 |Boukos H.II., [Ty3eipeB |KnuHnveckas reHeTHKa: y4eOHHK Mocksa: I'90TAP- 2
B.I1., CMupHuXxuHa Menua, 2020,
C.A. https://www.student
library.ru/book/ISB
N9785970458600.h
tml
JI1.6 |Bouxos H. I1., [Ty3bipeB | Knuandeckas reHeTHKa: y4eOHUK Mocksa: TDOTAP- 81
B. I1., CmupHuxuna C. Menua, 2020
A.
6.1.2. lonoJiHUTeIbHAS JIUTEPaTypa
ABTOpBI, COCTaBUTEIH 3arnaBue WzparensctBo, ron | Komuu-Bo
JI2.1 |JIucunus O. I1. ConuanpHas rurueHa (MeJUIrHa) U OpraHu3aIust Kazans: 24
3IpaBOOXPaHEHUS HITO"Menukoceps
uc", 1999
JI2.2 |Anekcees JI. I1,, Hacnencreennsie 6one3HH: HAMOHATIBHOE PYKOBOACTBO Mocksa: T'OOTAP- 3
Bouxos H. I1., ['uatep Menua, 2012
E. K., ITyssipes B. II.
J12.3 |JIptoun b. Iensr Mocksa: BUHOM. 2
JlabopaTopus
3HaHmi, 2012
J2.4 Hacnencreennsie 60sie3Hu. [ToaHBIA CLIpaBOYHHUK CapatoB: Hayunas 1
kHura, 2019,
http://www.iprbook
shop.ru/80196.html
JI2.5 |A3zoBa M.M. OO01mast 1 MeqUIIMHCKas TeHeTHKa. 3agadn: yueOHnoe mocooue |Mocksa: [DOTAP- 2
Menua, 2021,
https://www.student
library.ru/book/ISB
N9785970459799.h
tml
JI2.6 |ABunosa T. M., I'eneruka uenoBeka. HacnencTBeHHbIe 00JIe3HU Bonrorpan: 1
Moxamman A. H., BoirI'MY, 2020,
Kpusnixkas A. H. https://e.lanbook.co
m/book/141171
JI2.7 |Mycradusn P. H., Hacnencreennsie 60e3Hn oOMeHa BenlecTB: yueoHoe nmocodue |Ya: BI'MY, 2020, 1

Caiipymnmuna E. B.,
Myp3abaesa C. 111,
Mapnanosa A. K.,
Xycnyraunosa 3. K.

https://e.lanbook.co
m/book/155776




ABTOpLI, COCTaBUTCIIN 3armaBue H3ﬂaTeJ'H>CTBO, rog Konnu-Bo

J12.8 |Tunrep E. K., ITy3bipeB [HacnencTBenHbie 601€3HNA: HAIIMOHAIBHOE PYKOBOJICTBO Mocksa: I'90TAP- 3
B. I Menua, 2019

6.2. [Tepeyenb pecypcoB HH(POPMALMOHHO-TeJIeKOMMYHHKANNMOHHOI ceTn "UHTepHeT"

D1 |Kpynneiinias B Mupe 6a3a faHHBIX pe)epaToB M LUTHPOBaHHs SCOPUS, http://www.scopus.com/

D2 |Anamurnueckas u nMrTaTHas 3apybekHas 6a3a qaHHBIX KypHanbHBIX crareit Web of Science Core;
https://clarivate.com/cis/solutions/web-of-science/

23  |enrpasphast HaydHas MeauiHCKas oudmuoreka (LTHMB), http://www.scsml.rssi.ru

D4  |HayuHo-menuiuHcKas 6ubinoTexa CHOMPCKOro rocy1apcTBEHHOTO MeUIIMHCKOro yHuBepeuteta, http://medlib.tomsk.ru

25 |FreeMedicalJournals, http://www.freemedicaljournals.com

26 [BMN, http://www.bmn.com

6.3.1 Ilepeyenb MporpaMMHOro odecrneveHust

6.3.2 Ilepevyenb nHGOPMALUOHHBIX CIIPABOYHBIX CHCTEM

7. MATEPUAJIBHO-TEXHUYECKOE OBECIHEYEHUE JUCIUIIJIMHBI (MOAY JIs1)




O1neHo4HbIe MaTepHuaJabl 11 l'lpOMe)KyTO‘lHOﬁ aTreCcTalum no JMCIMIIJINHE

I'eneTuka

Kon, nHannpaBnenue

HOJTOTOBKU 31.00.00. Knnuanueckass MeIUIITHA
Hanpasnennoctb
(mpocun) 31.08.30. I'enetuxa
®dopma 00yueHus OYHast
Kadenpa-pazpadborunk

Kapauosnorus

Brimyckaromiast kadeapa

TUIIOBBIE 3AJTAHUSA JJIA KOHTPOJbHOM PABOTHI
KOHTPOJIBHAS PABOTA — PE®EPAT (1 u 2 CEMECTP)

Hanucanue pedepara npeamnonaraer riyookoe u3ydeHrue 0003Hau€HHOM MPOOIEeMBI.

Pedepar (ot nat. refero — qokiaapiBar0, COOOIIA0) MPEACTABISAET cOO00H 0c000e COUMHCHNE, B
KOTOPOM OIIPEENICHBI 1IeJIM, 33a41 U BBIBOJbI M3J1ararolile OCHOBHBIE MOJ0KEHHS TEMbI WU
poOIEMBI.

Tematuka pedeparoB mnpexacraBieHa B @DoOHIaX OINEHOYHBIX CpPEACTB M B y4eOHO-
METOJIMICCKUX TOCOOMSIX JJISi CaMOCTOSITEIBHOH paboOThl OpPAMHATOPA COOTBETCTBYIOIICH
paboueii mporpaMmel.

Pedeparsl pokmanpiBalOTCS Ha 3aHATHW COOTBETCTBCHHO BBIODAHHOW TeMe W KaJeHIapHO-
TEMAaTUYECKOMY IJIaHy, CAI0TCS MPENogaBaTeIto CTPOro B YKa3aHHbBIN CPOK.

Ceenenne oToOpaHHONW HMH(POPMAIMH AOKHO OBITH BCTPOCHO B TEKCT B COOTBETCTBHH C
ompeaeneHHo sorukoil. PedepaT cocTouT W3 Tpex dYacTel: BBEICHHs, OCHOBHOM 4acTH,
3aKJTIOYEHUS;

a) BO BBEJICHUU JIOTUYHBIM Oy/IeT 000CHOBATh aKTYaJIbHOCTh T€MBI (MIOYeMY BBIOpaHa JaHHas
TeMa, KakuM 00pa3oM OHa CBSI3aHA C COBPEMEHHOCTHIO M HAYKOM);

1enb (JI0HKHA COOTBETCTBOBATH TeMe pedepata);

3amaun (crmocoObl JOCTMXKEHUS 3aJaHHOW IeM), OTOOpakaloTcs B Ha3BaHMM maparpadoB
paboTHI;

0) B OCHOBHOM 4acTH JaeTcCsl XapaKTEepUCTUKA U aHAIN3 TeMbl pedepara B LEJOM, U Janee —
CKaToe M3JIOKEHUE BEIOpaHHOW MH(OpMAIIMK B COOTBETCTBUU C TIOCTABICHHBIMHU 3a7auamMu. B
KOHIIE TJIaBbl JIOJDKEH JeNaThCsl BBIBOJ (TIOABBIBOJ), KOTOPHINA HauMHaeTcs cioBaMu: «Takum
obOpazoM...», «MTak...», «3HauuT...», «B 3aKiIr04eHne TJIaBbl OTMETHM...», «Bce ckazaHHOe
MO3BOJISIET CAENATh BBIBO...», «[logBoas uTor...» u T.1.

B) 3aKJIFOUYEHUE COAEP KUT BBIBOJBI 1O riaBaMm (1-1,5 nucra). YMeCTHO BbICKa3aTh CBOKO TOUKY
3peHus Ha paccMaTpUBaEMyI0 IIpoOIeMy.

Pedepar moxkeT ObITh TIPEACTABIICH B BHJIE MPE3EHTAIIMH, ITPH ATOM 00S3aTEIHHO BBHIMIOJHEHUE
OCHOBHBIX TpeOoBaHUII K pedepary, BKIOYas MPaBUIBHOCTb OQOPMIICHHS CIHCKa
IuTeparypsl!

PackpeiTie Tembl pedepara mpeanoiiaraeT HATUYHE HECKOJIBKHX CIEIHUaTU3UPOBAHHBIX
HCTOYHUKOB (Kak MUHUMYM 8-10 myOnukanuii, MOHOTrpaduii, CIpaBOYHbIX MU3JaHHUM, Y4eOHBIX
mocobuii) B kadecTBe UCTOYHMKA WHpopMmaruu. [IpennmouteHue oTmaercs MyOIHKaIUsSM B
CIEIUATU3UPOBAHHBIX  KypHajaXx © MoOHorpadusM TPU3HAHHBIX  CHEIUAINCTOB B
COOTBETCTBYIOMIEH 001acTu 3HaHUN. O0sI3aTEIBHO UCTIONH30BAHIE NHOCTPAHHOM JTUTEPATYPHI.



IIpuMepHbIe 3a1aHU IS TEKYLIEro KOHTPOJIA
IIpuMepHbIe TEMBI pedepaToB

1. Opranuszanus MeAMKO-T€HETUUYECKOM cily>kObl B Poccum: ucropuueckue acnekTbl U CO
BPEMEHHOE COCTOSIHHE.

2. CTpykTypa TeHOMa W  HApyIEHHs  MAaTPUYHBIX  MPOIECCOB:  MPEIANOCHUIKH
(dbopMUPOBaHUS HACIIEICTBEHHOM MATOJOTUH.

3. BpoxxaéHHble aHOMAIMK Kak pPe3y/lbTaT HAPYIICHUS PEryiisilud aKTUBHOCTH T€HOB B
OHTOT'€HE3e.

4. VIMIIpUTHHT U HACJIEICTBEHHAs IaTOJIOTHUSl.

['eHeTnyeckass TeTEPOreHHOCTh M KJIMHUYECKUH MOIMMOP(HU3M  HaCIEACTBEHHBIX

6ose3Hel (pa3pemiaeTcs BEIOpATh JI00YIO TPYIIy MOHOTEHHOM MMaTOJIOTHHN).

CoBpeMeHHbIE METO/IbI IIUTOT€HETUYECKOTO aHATN3a.

CoBpeMeHHbIE aCIIEeKThl U3yYCHHS THIEMHOJIOT N HACIEICTBEHHBIX 3a00JI€BaHUIA.

CoBpeMeHHbIE METO/IbI CENIEKTUBHOIO CKPUHHUHTA HACTIEICTBEHHBIX 00JIe3Hel oOMeHa.

MonekyaspHO-TeHETUYEeCKUE AaCMeKThl JMarHOCTUKM HACIEACTBEHHBIX 3a00JeBaHUM

YeNoBeKa.

10. CoBpemMeHHBIE TOAXO/BI K AUATHOCTUKE, JICYCHUIO W NPOPHIAKTHKE HACIEACTBEHHON

MATOJIOTUH.

11. Meronbl TEHOTEpAaMA ¥ OWOJOTHYECKHE MOJSIM HACJICICTBCHHBIX 3a00JIeBaHUN

YeloBeKa.

12. MonekynsipHO-TEHETHUYECKasi XapaKTepUCTUKa W  COBPEMEHHas  KJIACCHU(pUKAIIHS

HACJIEICTBEHHBIX OO0Je3HEl HEpPBHOHM cucTeMbl (pa3peliaeTcss BeIOpaTh IIOO0YI0 TPYIITY

MOHO- FT€HHOU MaTOJIOTUN).

13. IIpumenenne WHGOPMAIIMOHHBIX TEXHOJOTUH B JMAarHOCTUKE HACIEACTBEHHBIX

3abosieBaHnid yenoBeka. OCOOCHHOCTH TIOCTPOCHUSI CUCTEM JUATHOCTHKHU HACIICICTBECHHBIX

0ose3Hei.

14. Opranuzanust MEIUKO-TEHETHUECKOH ci1y:k0bl B Poccun.

15. DTuueckue U coruanbHbIe MPOOIEMbI COBPEMEHHBIX T€HETHUECKUX TEXHOIOTHH.

16. Menuko-reHeTHYeCKoe KOHCYJbTUPOBAHWE B OHKOJOTWUH (WM Jp.): OCHOBHBIC

MOJIXO/bI U IPUHIUIIBI, STHKO-IEOHTOIOIHYECKHE TPOOIEMBI.

o

©ooNo®

Ilpumeput 6onpocos 01 meKyuiezo KOHMpPOas:
x Pazoeny 2. Obwas u meOuyunckas 2eHemuKa.

1. Tlonsatue o penapanun JHK, Buael, Tunmsl W MexaHusMbl penapanuu. bonesnu c
HapyLIEHHEM IIPOLecca pernapanny.

2. PexoMOuHanus: kiaccudukanus, ocHOBHble Mojenu. [latonorus denoBeka, oOycioB
JIEHHasl HapyLIeHUEM MPOLIECCOB PEKOMOMHAIUH.

3. Myranuu: KinaccuuKanms, IpuMepbl TaTOJIOTHH.

x Paszoeny 4. J1labopatopHbIe METOABLI IMATHOCTHKH HACJIEACTBEHHBIX OOJIE3HEN.

1. TlepeuncnuTe OCHOBHbBIE HAIIPABJICHUSI TEHOMHBIX TEXHOJIOTHH.
2. CexBeHUpOBaHME: METOJI0JIOTHUS CEKBEHUpOoBaHUs 1o CeHrepy.
3. MeTo/1pI HOJTHOI€HOMHOTO aHAIN3A.

4. MeTo bl HUTOT€HETHYECKOT0 aHAJIN3a.

5. CoBpeMeHHbIE CKPUHUPYIOIINE TEXHOJIOTHH.

Ilpumepuwt cumyayuonnwix 3a0a4
x Paszoeny 2. Obwas u meouyunckas cenemurd.Tema: Memoowvl meouyunckou

CEHEMUKU.



1. Kaponuna, uMeromasi Mo IMIeCTh MalbLIEB HAa PYKax, BBIIUIA 3aMYX 32 MYXKUHUHY C
HOp- MaJbHBIMM pyKamMH. Y HHUX POJWINCH CHaudaiga OJM3HEIbl — CbIH M J0Yb — C
HOPMaJIbHBIMU PYKaMH, IIOTOM IIECTUIAIBIM ChIH, TOTOM ISATUIAIBIA ChIH U MOCIEAHSSA —
10Yb — TOXe mectunanas. ¥ KaponuHel BoceMb BHYKOB. Y KaKIO0TO U3 OJM3HEIIOB €CTh IO
JBOE IMATUIAJBIX JETEH, Y LIECTUNAIOT0 ChIHA POJWINCH TPU JIOUEPH — CTapllasi ¢ ISAThIO
najbliaMM, a JB€ ApYrue LIECTH Majble; y MiIaJuiero ceiHa KapoiauHsl cblHA JeTeil moka
HET, a e€ MJlaJuias 104b POJAuia I€BOUYKY TOXKE C IIECThIO NAaJIbLAMHU HA PyKax.

CocTaBuTh POAOCIOBHYIO K ONIPEACINTE TUII HACTIECAOBAHW A IMOJTUAAKTHIINN B ITOH
CEMBC.

2. [IpoGann — >KeHIMHA, CTpajarolias HacIeACTBEHHOW (opMol arakcuu (HapylieHue
paBHOBECHSI M KOOPIWHAIIMU JBWKEHUI). Y He€ ceMepo cHOCOB, BCe MOJIOKE He€ U Bce
3mopoBbl. Tem jxke 3a0oyieBaHMEM CTpajaeT OTell MpoOaHna, y HEro 3J0pOBBIH OpaT u
3mopoBas cectpa. Mi3BecTHO, 4TO y Jena mpodaHa Takke Oblia aTakcHs (B HACTOSIIEE BPEMsI
ymep). Y 3Toro nena OblIo YETBEpO CHOCOB: 3/I0POBBIM Opar (MMeeT HECKOIbKO 3I0POBBIX
JeTeil), 310poBasi cecTpa (MMEET OJIHY 30POBYIO J104b), O0NIbHON Opat u OonbHas cectpa. Y
OonpHOTO Opata jaena mpobOaHaa YeTBepo AeTeil: OoibHast A0Yb (MMEET 4EeTBEPO 3I0POBBIX
JeTeii), 00JIBHON ChIH (MMEeT OJHOr0 OOJILHOTO ChIHA M eI MATEPhIX 3J0POBBIX JIETEH), U
emé J1Ba 3/J0POBBIX ChiHA. Y OOJILHOM CECTPHI Jiea MPoOaH/a TOJIBKO OJMH 3JJOPOBBIH ChIH.

CocTaBUTh POJIOCIOBHYIO, OTIPEICIIUTh THIT HACTICIOBAHUS aTAKCHU B 3TOW CEMbE.

Paszoeny 5. [lpodhurakmuxa u nevenue Hacieocmseennvix boiesuel

1. TopcroHHas TUCTOHUS — AyTOCOMHO-JIOMUHAHTHOE 3a00JieBaHke. [[eHeTpaHTHOCTh 3TOTO
3a0oneBanus cocrapisier 60%. Paccunraiite reHETHUYESCKUI PUCK JIIS CYTIPYKECKHX T1ap,
OOPaTHBILIUXCS B MEIUKO-TEHETHYECKYFO KOHCYJIBTAIIMIO 3a IPOrHO30M IOTOMCTBA. PoocioBHas
CEMBH TPEICTABIICHA HA PHCYHKE.

O
O OO ?

Ipumepot mecmogwix 3a0anuii 01 meKyuiezo KOHmpos

K PGS’()QJZV 1. Ocrosbl COuuaJleOﬁ 2U2UEHbL U Opcaru3ayuus MEOUKO-2EHEeMUYECKOU nowvowu

Haceneruro.

1. JIabopaTopHbIe uccae10BaHusi 00pa3l0B KPOBH HOBOPOKICHHBIX eTed MpH
CKPMHHMHIE HA HACJIEACTBEHHbIE 001e3HU NPOBOASTCH:

B nonuximHuKeE 10 MECTy KUTEIbCTBA

B poauiibHOM 0ME

B MenuKko-reHeTH4eCKOil KOHCYJIbTallluH

B ’KeHCKOM KOHCYJIbTallU

ok ownNeE

B nepunaTtansHOM LIEHTpE

2. 3ajayaMu IIUTOreHETHYECKOI J1a00paTOPUHM PEruoHAJLHOW  MeIHKO-
reHeTH4YeCKO KOHCYJILTAllH SIBJISIOTCS:

1. YTouHeHue AMarHo3a HacleACTBEHHOrO 3a00JIeBaHNsl OOMEHA BEIIECTB.

2. IlpoBenieHre IUTOIC€HETHUECKOTO O0CIIeOBAaHUS CeMeH U OONIBHBIX € T003PEHUEM



Ha XPOMOCOMHYIO [aTOJIOTHIO.
3. Menuko-reHeTHuecKoe KOHCYIbTUPOBaHHE.

4. YyacTue B BEJEHUU PETUCTpa CEeME M OONBHBIX C BPOXIACHHOW M HACIICICTBCHHOM
MaToJoruei

5. IlpoBenenne aHanm3a ypoBHEH CHIBOPOTOUYHBIX (aKTOpOB pricka Oose3Hu [layHa mpu
MpeHaTaTbHOM CKPUHUHTE.

x Pazoeny 4. J1labopatopHble METOABL! JIUATHOCTUKUA HACIEACTBEHHBIX 00JIE3HEN.

1. JinTeJIbHOCTD KYJIbTUBHMPOBAHMSA JTUM(OUHUTOB NNepudepuvecKoil KpOBH s
HHUTOreHEeTHYECKOro Mcciae0BaHusI MeTa(a3HbIX XPOMOCOM COCTAaBJIsIeT:

. 54 yaca
. 48 yacoB
. 24 gaca
72 4daca
96 yacos

OCHOBHOM MeXaHU3M BO3HHKHOBEHHS AYIIMKALMIA:
. ToukoBbIe MyTaLIUU

HepasHblii KpocCUHTOBEP

. OrcraBanue XxpoMocoM B aHagaze

Murtotrueckoe HepacX0XKIEeHUE XPOMOCOM

. BerpanBanue BUPYCHBIX 4acTHIL
. MexaHu3M BO3HKHOBEHUS MOJHBIX()OPM TPHCOMUIA U MOHOCOMMIA:

Hapyiienue omiogoTBopeHus.

. Hapyiienue cerperaunu XpoMOCOM B MUTO3€ WJIA B MEHO3€.
. HepacxoxaeHnue cecTpuHCKHX XpoMaTu/ B aHadase.

. Hepacxoxnenue xpomocoM mpu ApoOJIeHnH 01acTOMEPOB.

. Pa3pbIBBI B 01HOM MJIM HECKOJIBKUX XPOMOCOMAX.

. st npoBenenus [P neo6xoaum depment:
PHK-nonumepaza

TepmoctadunbHas JJHK-nonumepasa

Tenomepaza

Pecrpuxraza EcoRlI
K meronam kocBeHHoi JIHK-A1MarHocTUKM OTHOCATCS:

I'erepoayninekcHbIN aHAIN3

[TJIP®-ananu3

AHanIM3 MUKPOCATEITIUTHOTO OJIUMOophu3Ma

Metoa 0JHOHUTEBOTO KOH()OPMAIIMOHHOTO MOIUMOphU3Ma
CexBennpoBanne [JHK

GOFRONPOORONPEPATRA,RONPOWARNWNREOOONWNER

IIpumepHbIe 3axaHNs /151 IPOMEKYTOYHOT0 KOHTPOJISI (ATTeCTALNH)

Ilpumep mecmoeozo 3a0anus 0na NMPOMEKYTOUHOM aTTecTannu (pparmenr)

. ITo ayToCOMHO-penecCMBHOMY THILY HACJIeyeTCs:
. Xopes ['enTnHrTOHA

. bone3np Xanrepa

. AJIpeHO-T€HUTAJIbHBIN CUHIPOM

. Undapkr muokapaa

. Amiaszus NoYku

N OB WODN - -

. OCHOBHOI1 MeXaHM3M BO3HUKHOBEHHUS AYIIHKALNNI:



. ToukoBele MyTanuu

. HepaBHblii KpOoCCUHTOBED

. OrcTaBanue xpoMocoM B aHadaze

. MuroTndeckoe Hepacx0kJI€HHE XPOMOCOM
BceTpanBanue BUpYCHBIX YaCTHIl

. Ilpu 1o6aB/IeHHN KOJXHIMHA IPOUCXOAUT OCTAHOBKA MUTO32 HA CTAJAUM:
. uHTEep(Da3sI

npodassl

. MeTadasbl

. aHadasbl

. Tenodasbl

. K meronam npsimoii /IHK-auarHocTuku 0THOCATCS:
. I'ereponymiekcHbli aHanu3

[TJIP®-ananu3

AHanM3 MUKPOCATEITUTHOTO TOTUMOphru3Ma

. Mertox ofHOHUTEBOTO KOH()OPMAIIHOHHOTO TTOIUMOphU3Ma

o1

. Cexsenupoanue [JHK
5. XapakrepubiMu nnpusHaku cuHapoma Illepemesckoro-TepHepa sIBISIIOTCA BCe,
Kpome:

BBICOKHH POCT;

KpPBUIOBH/IHBIE CKJIAJIKU Ha IIIEE;

OTCYTCTBHUE BTOPUYHBIX ITOJIOBBIX ITPU3HAKOB;
AHOMAJIUM PA3BUTHS BHYTPEHHHUX OPTaHOB

. XapaKTepHbIMH NPU3HAKHA cuHAPoMa MapdaHa ABJISIIOTCHA BCe, KpoMe:
. BBICOKHUU pOCT;

. TIPOJIATIC MUTPAJIBHOTO KJlaraHa;

. TIOJIBBIBUX XPYCTaJINKA

. AHOMAaJIMM Pa3BUTHSA MOJOBBIX OPraHOB

. CHHApPOM KpacCHYXM 102 OTHOCHUTCSH K:

. Masb(hopMaIusIM

. IA3PYNIUAM

. aedopmanusam

. IACILIA3UAM

O AWNRPNDAWNRPOOAWDNR

. HacToTa ayrocoMHO-penecciBHOrO0 3a0oseBanus cocrasiser 1:10 000. Yacrora
reTepo3UroTHLIX HOCHTeJIeli TeHa B MOMyJIsIMU paBHA:

1.0,98

2.0,02

3.0,01

4.0,5

5.0,25

9. YacToTa ayTOCOMHO-pelecCHBHOTO 3a00aeBanusi cocraisieT 1:10 000. BepositHocTh
poxkaeHust 60JIbHOT0 pedéHKa B Opake cudca npodaHaa ¢ NapTHEPOM M3 ITOH xKe
MOomyJiiiimu COCTaBUT:

1.0,25

2.0,02

3.0,01

4. 0,003

5. 0,005



10. Ilpu BbIsSIBJIEHUU BPOKAEHHONH aHOMAJINM PA3BUTHS Y Pa3BUBAIOLIErocs Mjioaa
pellieHe 0 cOXpaHeHHne/npepbIBaHNe 0epeMeHHOCTH NPUHUMAKOT:

Bpauu

poauTenu

MaTb

peNUTruO3HBIC 00BETUHEHUS

IS

OpraHbl yIpaBJIEHHUS 3APaBOOXPAHEHUS

Ilpumep ghopmuposanus dunema 013 nPOMeEHCymoyHOU ammecmayuu

Buier Nel
1. MuToXxoHapHUabHBI TeHOM: ['eHeTHueckas opraHu3als TeéHoOMa MHUTOXOHApUH. J[BolHOe
KOJIMpOBaHUE OCJIKOB MUTOXOHIpU. DEHOMEH reTeporia3MuHu.

2. MonekynsipHO-IIUTOT€HETUYECKIE METO/IbI aHAIIN3a XPOMOCOM.

3. CuryanonHas 3agada: AyTOCOMHO-PELECCUBHOE 3a00J€BaHHE BCTPEYACTCS C YaCTOTOM
1:10000. Omnpenenure TEHETUYECKYIO CTPYKTYpy Domyisinuu. Kak H3MEHATbCS 4YacTOThI
aJutesel, eciii TOMO3HUTOTHI 0 PEIIECCHBHOMY QJUIEIIO HE YYAaCTBYIOT B PEIPOIYKIIUH.

Buiaer Ne2
1. Kinuanueckuii mosmmMopdu3M M TEHETHYeCKash IeTepOreHHOCTh Ha IpUMEpe Hacje-

CTBEHHBIX HEPHO-MBIIIIEYHBIX O0JIE3HEH.

2. HenHBa3uBHbBIE METO/IbI IPEHATATBLHON JUATHOCTUKH.
3. CuryanmonHast 3ajaya: B MeIMKO-TEHETHUYECKYI0 KOHCYJIBTALUIO OOpaTHIICS MOJIOJIOU

YyeJloBeK, 35 JIET 10 MOBOJYy IIPOrHO3a 37J0pOBbs U MOTOMCTBA. Ero oTen u 1ea no JuHUM 0OTLA
cTpaganu xopeed I'eHTuHrroHa. PaccuuTaliTe M OLEHUTE PUCK pa3BUTHUs 3a00JieBaHUS Y
npoOaHIa U PUCK POXKIACHHS OOJBHOTO peOEHKa B Opake ¢ 3710poBo xkeHmuHou. [Ipeamoxure
nanpHemuil mnan oocnenoBanus. Kakue MOXHO 05kuIaTh pe3ynbTaThl. Kak H3MEHUTHCS pUCK
IIPY HAJIMYMU ITUX PE3YJIbTaTOB.

Buabl u 3a1aHuS 10 CAMOCTOATEILHOM padoTe opAMHATOPA (IPUMePHI)

1. CocraBnenue U aHaNIWU3 JUYHOM POJOCIOBHOM IMyTeM cOopa JaHHBIX y ONMKaWIIMX pPOA
CTBEHHHUKOB.

2. PelmieHre CHUTyallMOHHBIX 33Ja4 10 ONPEAEICHUI0 THUIA HAcJelOBaHUSA, pacuéry
TFeHETUYECKOT0 pucKa, KodppuireHTa UHOPUANHTA.

[ToaroroBka pedepaToB, T0KIaI0B, 0030POB.

ITonrotoBka pedeparoB HayuHBIX CTaTel, Kak Ha pyCCKOM, TaK M aHTJIMICKOM sI3bIKaXx.
CocraBieHne reHeTHYEeCKUX KapT 110 JaHHBIM CUTYallMOHHOM 3a/1auH.

OcBoenue meroma IIIP.

N3ydeHne coBpeMeHHBIX METOI0B JUAarHOCTUKHU HACJIEICTBEHHO MaTOJIOTHH.

Ananus nanneix OHMI uccnenosanust, ananus anekrpopoperpamm JJHK-nnarnocruku.

© oo N ko

. AHaJIN3 TaHHBIX MOJICKYJISIPHO-TEHETUICCKHIX MCCIIEC0OBAHUN.
10. Pabota ¢ o0IIeI0CTYITHBIMU TeHETHYeCKIUMH 0a3aMu JaHHBIX: OMIM (cBOOOMHBIN M0CTYIT
B UHTEPHETE).



THUITOBBIE BOITPOCBHI K 9K3AMEHY (2 cemecrtp)

3aganus Ha IK3aMeHe CO/IeP:KaT 2 TeOPeTHYECKHX BONMPOCA H FreHeTHYECKYI0 3a/1a4y.

3ananue A5l IOKa3aTe/isl OLEeHUBAHUA JeCKPUNTOpa «3HaeT»

Buj 3ananus

Cdhopmupyitme pazeeprnymuole omeemol nHa ciedyroujue meopemudeckue 60npocol:

Pazgen Nel [IIpoOjsiembl coOnMANBHOW THIMeHbl B MeXUIIMHCKOM
reHeruke. Opranu3anusi MeINKoO-TeHeTHYECKOI MOMOIIUA HACEJIEHHIO.

hw

10.

11.

12.

13.

14.

[IpoGnemMbl colManbHON TUTHEHBI B MEUIIMHCKONW T€HETHKE.

XapakTepucTuKa COCTOSIHUSL — 3/J0POBbS  HACENEHUs CTpPaHbl M 3aJa4yu
3npaBooxpaHeHus. HopmaTuBHBIE JOKYMEHTHI B OOJIACTH  MEIMIIMHCKOM
reHeTuku. llepcnekTuBbl pa3BUTUS MEIUIMHCKOM TI'€HETUKHM U  MEIUKO-
reHeTHYecKoi cmyk0pl B Poccun. ColuanbHble acleKThl MEIUIUHCKON
reHetuku. Kputhka npexacraBieHuit o0 (GaTalbHOCTH, HEU3JICYHUMOCTHU
HACJIECTBEHHBIX Ooje3Hel. ['eHeTMka 4YelloBeKa U HAay4YHO-TEXHUYECKUI
nporpecc.

MeaunuHckas CTaTUCTUKA U IPOoOJIeMBbl ieMorpaduu.

AHanu3  JeATENbHOCTH  MEAMKO-TEHETHYeCKUX  KOHCynpTamui.  OOmue
METOJAMYECKUE W CTAaTHUCTHYECKHE ITOAXOAbl. YUeT, OTYETHOCTh M BEIACHUE
JOKYMEHTAllUU B MEJIUKO- TEHETUYECKON KOHCYIbTallUH.

Opranuzanys NOMOIIM OOJBHBIM C HACJIEICTBEHHOM MATOJOTUEH U MX CEMbSIM.
[IpyHuuMnBl OpraHu3alMM MEAMKO-TeHeThueckod mnoMomu B Poccum u 3a
py6exxom. Mcropudeckast cripaBka. MecTo B cuCTeMe 3JJpaBOOXPAaHCHHUS.
B3auMoCBA3b MEIUKO-TEHETUUYECKUX KOHCYJIbTAUUU C JPYTMMH MEAULUHCKUMHU
YUpPSKACHUSAMHU. 3a7aud W (QYHKIUA MEJUKO-TeHETUYECKUX KOHCYIbTAIUH.
OcHamenue. Opraauzanus TpyAa Bpada-reHeTuKa. ABTOMAaTU3MPOBAHHOE
pabodee mecto Bpada. O0beM 1a60PaTOPHO-AMATHOCTHYECKON paOOTHI.

@opMBl M METOABI IpONara”abl MENMKO-TEHETHYECKUX 3HAHUN Cpeau
MEIUIIMHCKUX pabOTHUKOB W HaceneHus. OpraHuzanuss HEOHATaJIbHOTO
CKPMHHHIAa Ha (PEHUJIKETOHYPHIO, TMIIOTUPEO3, aJpeHOT€HUTAIbHBIA CHHIPOM,
MYKOBHCILIHJI03, TAIAKTO3EMHUIO.

Opranu3anus NpeHaTaJbHOW JMAarHOCTUKM HAClEACTBEHHBIX OoJe3Hel u
npeHaTagbHoro ckpuHuHra Ha BIIP m xpomocomHubie Gone3nu. ['eHermueckue
peructpsl. JkoHOMHUYEecKast 3P (HEKTUBHOCTh MEAUKO-TEHETUYECKOM CITyKOBI.
OTHKa U JEOHTOJIOTHS B MEAUIIMHCKON T'€HETHKE.

OTHYyeckue  BONPOCHI  HPU  MEAUKO-TEHETHUYECKOM  KOHCYJIbTHPOBAaHUHU.
OTBEeTCTBEHHOCTh ~ Bpada-TeHeTHKa 3a  Jady CcoBeTa, OOYCIOBIEHHOTO
BEPOATHOCTHBIM IPOrHO30M. IIpuHnMN koHuAeHIMaIbHOCTH B paboTe Bpaua-
TFEHETHKA. DTUYECKHUE BOIIPOCHI IPU PEKOMEHAINY U IPOBEACHNUN [TPEHATATIbHON
JIMarHOCTHKHU.

HcKycCcTBEHHOE OILUIOAOTBOPEHUE IPU BBICOKOM T'€HETHMYECKOM PHUCKE KaK BUJ
MEIUIIMHCKOW MOMOIIH. ODTHUYECKHE BOIMPOCHI IMPHU MPOBEICHUU MaCCOBOTO
CKPUHHUHIAa HOBOPOKICHHBIX.

Bormpocsl TpymoBo#t sKCIepTH3bl OOJIBHBIX C HACIEACTBEHHOW M BPOXKIECHHOM
MaTOJIOTUEN.

Onpenenenue TMOHATHS, LEIM M 337add  AIKCHEPTU3BI TPYAOCIOCOOHOCTH.
OCHOBHBIE JIOKYMEHTHI, YIOCTOBEPSIOIIME HETPYAOCIOCOOHOCT, M  oO0Iue
[IpaBUJjia UX 3aIl0JHEHUS U BBIJAYH.

Opranu3anus 5KCIEepPTU3bl BpPEMEHHOM HeTpyaocnocooHocT. IlokasaHus wu
nopsnok HampasieHuss Ha MCD. IlpaBoBble mONOKEHUS A OONBHBIX C
TSOKEJIBIMU MHBAIUIU3UPYIOIIMMHI HaclleACTBEHHBIMU OoJe3Hsmu. CouuanbHoe
o0Oecrieuenrie 0OJbHBIX C HACIEACTBEHHON aTOIOTHEMN.

-TeopeTH4ecKni




15.
16.

17.
18.

19.

20.

21.

22.

23.

24.

25.
26.

27.

28.

29.

30.

Pa3zgen 2. O0mass 1 MeIUIIMHCKASA TeHeTHKA.

Hcropust pa3BUTHA U CTAHOBJICHUS TEHETUKN KAK HAYKH.

Uctopusa pas3Buths reHeTMYecKuX wuaeu. Mcropus pa3BuTUd MEIMIUMHCKON
reHetuku B Poccun. HampapieHue wuccineoBaHuil B COBPEMEHHOM T'€HETHKE
YeJI0BEKa.

MounekysipHbIE OCHOBBI HACJIEICTBEHHOCTH.

Ponp HYyKIEMHOBBIX KHCIOT B XpaHEHHH, Nepeaade U peain3aluid FeHEeTHYECKOM
uHpopmanuu. CTpyKTypa T€HOMa 4YeJIOBEKa: YHHUKAJIbHbIE W TOBTOPSIOLIUECS
nocnenoarenpbHoctu JTHK.

Crtpykrypa reHa: MHTpOHBI M 5K30HBI, MPOMOTOp, cap-site; CHUrHaIbHBIE U
peryisi- TopHble nocaeaoparesibHOCTH, CpG-0CTPOBKHU.

Tpanckpunuusi: ¢pakTopbl TpaHCKPUNIKK; (EPMEHTHBIH anmnapar TPaHCKPUIIIUY;
CO3pEBaHUE MEPBUYHOTO TpaHCKpuIita; Perymsius tpanckpunuuu; CriaicuHT;
CurHaisl crulaicuHra; AjJbTepHaTUBHBIN CTUTacHHT; TkaHeBas Crienu(PpUIHOCTb.
Ammapar Tpancisinun: PubonyknennoBbie kucnotel (PHK): tumbl, ctpykrypHas
opranuzaiuss W QyHkuuu; Perymsauus Tpanciasnun; DakTopbl TpaHCISALUU;
Mexaau3m cOOPKH IMONMHIETITUIHON 1ienH; [locTTpaHcsiuonHas MO (DUKAIIHS.
MutoxoHapualibHbIid TeHOM: ['eHeTnueckas opraHu3anus reHoMa MUTOXOHAPHUIA;
JIBoiiHOE KOAMpPOBaHKUE OEIKOB MUTOXOHIpHIL; [ 'eTepomiazmusi.

PexomOunanusi: PekomOuHammu y OakTepuid, BupycoB. Ponb mnmasmug B
reHeTh4Ye- CKOW pexkoMOMHauuu; MOoJeKylspHble MEXaHU3Mbl T€HETHYECKOU
pexomOuHanuu; B3anMonelictBue Bupyca ¢ KieTkoii; MoOuIbHbIE TeHETUYECKHE
AJIEMEHTBI.

I'ennas unxeHepus: KoHCTpynpoBaHME BEKTOPHBIX MOJEKYJ U HCIOIb30BAHUE
WX B TEHHOW WHXeHepuH; MOJeKysipHble 30HIbl W WX HCIOJIb30BaHUE B
MEIULMUHCKOM TIeHeTUKe; MeTom0N0rnyecKkue, CouuaibHble MW IPABOBBIC
poOJIEMbl TEHHON MHXCHEPUH.

[{uTonornyeckrne OCHOBBI HACAEACTBEHHOCTH.

Posnp sanpa wm muronnasmel B HaciencrBeHHoctu: Llutosorms sgpa. Ero
npeoOpaszo- BaHUS B KM3HEHHOM ITUKJIE; XPOMOCOMBI U XPOMOCOMHBIH HaOop;
OCHOBHBIC TOHATHS; CBs3b MEXKIY MOBEACHHEM XPOMOCOM W pacipeiesieHueM
MPU3HAKOB — OCHOBA XPOMOCOMHOW T€OPHUH HACIEICTBEHHOCTH.

Muro3, ero ¢asbl, Onosorudyeckuii cMpicia; Meios, ero ¢aspl, OHOJIOTHYECKUN
cMbIcT; MexaHU3MBbl  TEHETHMYECKOM  pEeKOMOMHAIMM B  TaMETOTEHE3E;
[{uronoruyeckne ¥ MOJIEKYJSIPHBIE OCHOBBI KpocCHHroBepa; (OcoOeHHOCTH
raMeToreHes3a y My>K4MH U JKE€HIIUH.

CtpykTypHO-(YyHKIIMOHATIbHAS OpraHU3alus XxpoMocoM: Mopdosoruyeckue oco-
OeHHOCTH MeTada3HbIX U MpomeTadasHbIX XPOMOCOM — JJIMHA, JIOKATH3AIUsSI
HEHTPOMEPHI, pyrue Mopdonorunueckue npuzHaku. [Ipunmuner ymakosku JJHK-
Oemok B coctaBe xpomaruHa; [loHATHE HYKICOCOMHOW OpraHH3aluu
XpoMaTHHOBOM HMUTH; [loHSATHE O MPOAOJBHOM CTPYKTYPHO-(QYHKIIMOHAIHHON
muddepeHIIMPOBAaHHOCTH ~ XpoMocoM;  ['eTepoXxpoMaThH U IYXpPOMATHH.
OO0111e0MOTOTUYECKUIM Y TEHETUYECKUIM CMBICIT 9TUX TTOHSATHH.

CoBpeMeHHbIE TTPE/ICTaBICHHS] 0 HOPMAIILHOM KapuoTurie yenoBeka: [lonarue 06
ayTocoMax M MOJIOBBIX XpoMmocoMax; deHomeH X-XpOMOCOMHON WHAKTHBAIUU,
€ro MEXaHU3MbI, OMOJOTUYECKHI CMBICT M KIMHUYECKHE acmekThl, Pomp Y-
XpOMOCOMBI B JIETEpPMUHAIIMA T0Ja IO MYXKCKoMy Tumy; OddexTs
muddepeHIaTBFHOTO OKPAITMBAHUS XPOMOCOM KaK OTpPaKeHHE WX JTHHEHHON
maddepermmpoBanHocTH (Q-, G-, C-okpamuBanms).

HopmanpHblii  monuMmoppus3M  XpoMOCOM Yy  dYeloBeKa: BapuaOGenbHOCTh
CTPYKTYphI,  KOJHYECTBA W  JIOKAJW3allMM  PAMOHOB,  COJIEpPKAIIUX
KOHCTUTYTHBHBI TE€TePOXpPOMaTHH B KapuoTume uenoBeka. Ocobas poib
BTOPUYHBIX IMEPETIKEK XpoMocoM 1, 9, 16, nucranbHON yacT X- XpOMOCOMBI,
CIYTHUYHBIX NyTEH, CHYTHUKOB, KOPOTKUX ILJIEY AaKPOLICHTPUUECKUX XPOMOCOM.
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IlonsiTMe O BO3MOXHOW AaJalTUBHOW LIEHHOCTU OTACIBHBIX BapUaHTOB
XpOMOCOMHOro mnonuMop¢usmMa. IloHATHE O BO3MOKHOW CBSI3M OTAEIBHBIX
BapUaHTOB XPOMOCOMHOI'O OJIMMOP(}H3Ma C MATOTOTHIECKUMHU COCTOSTHHUSIMU.
Crienudrika MUKpOCKOITMYECKOT0 aHaIu3a OTAEIbHBIX BAPHAHTOB XPOMOCOMHOI'O
nonuMopdusma, ux muddepeHnranus oT CTPYKTYPHBIX HEpEeCTpOeK KapHOTHIIA
YEIJI0BEKA.

OcHOBHbBIE MEXaHNU3Mbl BO3HUKHOBEHUSI XPOMOCOMHOM IIaTOJIOTHU:

MexaHu3Mbl, O0O0YCIIOBJIMBAIOLINE KOJIMYECTBEHHBIE MEPECTPONKHM KapHOTHIIA:
Murotudeckue HepacXoKIAEHUs XPOMOCOM B Iipolecce ramerorenesa; [lonsarue o
XpPOMOCOMHOM Mo3aunusMme; [loHsATHE O DNOMUIUIONAMM U aHEYIJIOWIUU;
MeloTnyeckue HEpacxOoXACHHS XPOMOCOM B IIpOLECCE IaMETOreHe3a;
HepacxoxxneHuss NmpocTble M IOCIENOBATEIIbHBIC, IIEPBUYHBIE U BTOPHUYHBIC,
[TonsiTue 06 OTHOPOIUTETHCKON AUCOMHUU, MEXAaHU3MBI €€ BOSHUKHOBEHUS;
MexaHu3Mbl, OOYCIIOBIMBAIOLIME CTPYKTYpHbIE IEPECTPOMKHM KapHOTHIIA:
Jenenun (koapla, TMUEHTPUKH) U AYIUIMKALUUA KaK CTPYKTYPHBIE IIEPECTPOUKH,
CBSI3aHHBIE C MCOAIIAHCOM KJIETKH;

WNHBepcun — MeXaHU3Mbl UX BO3HMKHOBEHUS;, TpaHCIOKaUUu — PELUIPOKHBIE,
He- pelUIPOKHbIE, TaHIEMHble, JUIEHTpUUYeckue, PoOepTcoHOBCkME, UX
MeXaHU3MBbI; M30XpOMOCOMBI — MEXaHU3MBbI MX BO3HHKHOBEHHs; OCOOEHHOCTH
raMeToreHe3a y HocuTelell cOaJaHCHUPOBAHHBIX CTPYKTYPHBIX II€pecTpoOeK
KapUOTHIIA.

I'eHbI ¥ IPU3HAKH.

3aKOoHBI Tepelayl HaCJEeICTBEHHBIX MPU3HAKOB: MOHO-, IU- W TOJIUTHOPHIHOE
ckpemnBanue. IIpuMepsl JOMUHAHTHBIX M PELIECCUBHBIX ITPU3HAKOB y YEJIOBEKA.
KonomunanTHOCTh. ClLiEIUIEHHOE HacleA0BaHue. [ pynnbl CLENIeHUs.
I'enetnyeckue kaprtel. KaprtupoBaHue TreHOB, MeTOAb; XPOMOCOMHOE
OIpeEIeHUE 110J1a, IPU3HAKH, CLIETUICHHBIE C IIOJIOM.

B3aumopeiictBue  HeawienbHBIX IeHOB:  KoMIiemMeHTapHOCTb.  Onucras.
[Tonmumepust. ['eHsl — MOAUPUKATOPBHI.

dopMHpOBaHHE  MPHU3HAKA: Binusianue  cpenpl; [lenerpanTHOCTE U
sKCIpeccuBHOCTH. [Ineriorponus. ['enokonuu. GeHokonuu.
N3MeHUnBOCTS.

Henacnencteennas ¢opma m3mMeHunBocTH: Moaudukanny, HoOpMa peakiuu 10
JaHHOMYy npu3Haky. TepatoreHe3: TepMUHAIMOHHBIN TEpaTOreHHBI MEPUOL,
Mexanusmbl TepaToreHe3a. OCHOBHBIE TepaTOoreHHble (akTopbl ((pu3nyuecKue,
XUMHUYECKHE, ONOJIOTHYECKHUE).

MyTannoHHas ”3MEHYUBOCTb:

XapakTtepucTuka M kiaccuukauus Mmyranui.  OTimume  MyTanMid - oT
Mo UK.

I'eHHBIE MyTanMy, MOJEKYJISIPHBIE MEXaHU3Mbl UX BO3HUKHOBEHMs. 3aMEHBI Map
OCHOBaHUM, TUIIbI HYKJIEOTHIHBIX 3aMeH. BHyTpuUreHHble nenenuu, AejIeluu co
CABUIOM  DAMKH  CUMTBIBAHUS, HWHCEPLMU, HWHBEPCHM,  TyIJIUKALUU.
JluHamuueckue MyTalud M OpeMyTauuu. 3abojeBaHus, O0OYCIOBJIEHHBIE
9KCHaHcuell HeCTaOMIIbHBIX HYKJIEOTHIHBIX TIOBTOPOB.

XpomMocoMHbIe abeppanuu (CTPYKTYpHBIE TIEPECTPORKH XPOMOCOM), MEXAHU3MBbI
BO3HUKHOBEHUS, (PEHOTUITHUECKUE TPOSIBIICHHS], YBOIIOIIMIOHHOE 3HAUEHHE.
['eHOMHBIE MyTanuu (YHMCIOBBIE AHOMAJIMK), MEXaHM3Mbl UX BO3HUKHOBEHUS,
(beHoTUIHYEeCKHE MTPOSBICHUSI.

Myrarenes:

Cnontansuslii  myrareHe3: @DakTopbl, MNPUBOAALIME K  BO3HUKHOBEHHIO
CIOHTAaHHBIX MyTallMil y yernoBeka. MeTo/ bl ornpeiesieHHs] CHOHTaHHBIX MyTalHuii
(TOMUHAHTHBIX, PELIECCUBHBIX, X-CIIETIJICHHBIX ).

WunynupoBannbiii mytarenes: Kiaccudukanus MyTareHOB. AHTUMYTareHbl
(xmaccudukarnms);

MytareHHoe BO3JICHICTBUE YABTPaPHOIETOBBIX Jy4den: MEXaHHU3M
NOBPEXJAIOIIEro JEeHCTBUS, TUNBl MyTanuid. 3alojeBaHMs, CBsS3aHHBIE C
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MOBBIIIEHHON YYBCTBUTEIBHOCTBIO K yIbTpaHOIETOBOMY 00IydeHuIo. Biusiaue
yIbTPauOoIETOBOr0 00IY4EeHNsI HA UMMYHHYIO CUCTEMY YEJI0BEKa,
Papnanvonnsiit myrarene3: OCHOBHbIE MEXaHM3Mbl BO3HMKHOBEHHUS MyTalui
Opy JEHUCTBUM paivaluu. 3aBUCUMOCTh 3¢ (ekTa OT BUAA pagualuu, J03bl U
MomHocTH. IIpoGnema reHeTHYecKUX MOCIEICTBUM AEUCTBUS pajAvalud Ha
YEIJI0BEKA.

XUMHUYECKUN MyTareHe3: MonekynspHble MEXaHU3Mbl JEHCTBUS XUMHUYECKUX
COEIMHE- HUI Ha T€HOM YeJIOBEKa (JIeKapCTBEHHBIX BELIECTB, MUILEBBIX JOOABOK,
NPUMEHSIEMBIX B IPOH3- BOJCTBEHHBIX YCIOBUSAX U B OBITY).

buonornueckue pakropsl Mmyrarene3a: Bupycel. TokcuHBbI. BakIiuHbI.
[IporpaMMbl W METOABI TECTHPOBaHUSA (HAKTOPOB Cpeabl HAa MYTareHHOCTb.
Onenka reHetudeckux mnocienctsui: IIporpamMmmel MaccoBOro CKpUHMHIA
XUMUYECKHUX coenuHeHu. [lomHas nmporpamma TeCTUpOBaHUS.

IIpaBuiia SKCTpamoJiilMM HAa 4YEJIOBEKAa Ppe3yJbTaToB, IOJYYECHHBIX Ha
OMOJIOrNYECKUX 00BEKTax. [TpuHIMIBEL MEJUKO-T€HETUYECKOT O
KOHCYJIbTUPOBAHUS IIPA MyTareHHbIX BO3ACUCTBHUSAX.

Penapamus JIHK. PenaparuBubie cucteMbl. [ledeKThl CHCTEMBbI penapanu H
00J1€3 HU CBSI3aHHBIE C HUMH.

I'eHeTHKa MHIMBUIYAJIBHOTO Pa3BUTHA.

OO0wrast cxema reHeTHYeCKOro KOHTpoJsi pocta u pa3Butus. Auddepenunanpnas
AKTUBHOCTb IE€HOB KaK OCHOBa KJIETOYHOU (G pepeHIUPOBKH.
Craguocnenn(puyHOCTh M TKaHECTIEUU(UYHOCTh MPOLIECCOB TPAHCKPUIILUU U
tpancsanuu. [Ipumepst. Omubku MopdoreHe3a reHeTHIEeCKON MPHPO/IBL.
MeTobl MEAULIMHCKOM F€HETUKH (M3y4€HUs HaCIEeJCTBEHHOCTH YEI0BEKa).
UYenoBek kak OOBEKT TEHETHYECKUX HCCieaoBaHUi. buoconumanpHas mpupoaa
4eJI0BEKA.

CHHIIpOMOJIOTHYECKUI aHAIIU3.

KnmHuko-reneasornueckuii aHaius.

MeTtobl nonyasuoHHON reHeTuku: [lomynsauun yenoseka (onpeneaeHe OCHOB-

HBIX TOHATHH); ['eHeTmyeckuii moaMMOPGHU3M W HMHAMBUAYAIBHOCTH. YacTOTHI
NPU3HAKOB M TEHOB, TEHETHYECKOEC pPABHOBECHE B MOIMYJSLUUU.3aKOH Xapau-
BaiinGepra. ®axTopsl, HapylIaolUe TI'eHETUYeCKoe paBHOBecHe (MHOPUIUHT,
murpanusi, Apeid reHos, myranuu, orbop). CerperannonHblii anamu3 (CrocoObl
perucTpanuu cemed, MeTOIbl KOPPEKLUUH BBIOOPKM U IPOBEPKHM T'CHETHUYECKUX
TUTIOTE3).

66.

67.
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70.
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broxumuueckne MeTOAbl HUCCIeNOBaHMsA: MeTonbl MporpaMM  MacCOBOTO
npoceuBanusg Ha OKY, runotupeos3, ragakTo3eMHIO, aJpPEHOTCHUTAIbHBIN
CHUHJIPOM, MYKOBHCHUHI03. MeTOoJabl OYUCTKM M HJACHTU(UKAIUU OENKOB,
npuMeHsieMbl 1715 auarHoctuku HBO paznuunoil atnonoruu.
MeToapl SH3MMOJMArHOCTUKM, IpuMeHsieMble s BbiaeneHus HBO. Meronbl
UCCIIEIOBaHMUsI ~ METa0OJIUTOB, NpuUMeHsAeMble Uit auarHoctuku — HBO.
Criermuduueckue MeTo/ibl, MpUMEHsIeMbIe 111 TUarHOCTUKU OOJIe3HEeN KIIETOYHBIX
OpraHesul.
[TuTorenetnueckue METO/IbI HCCIIEJOBaHUS: II0JIOBOTO XpoMaTHHA
(uaTepdazHoro X-xpomatMHa U Y-XpOMaTHWHAa), XPOMOCOMHOIo Habopa
(pyTUHHBIN, MeTOABI TU(GepeHIHaTBLHOr0 OKpamuBanus xpomocoM (G-, Q-, R-,
C-, Ag-merompl), ucclemoBaHus MpoMeTadasHbIX XPOMOCOM; MOJICKYISIPHO-
LUTOTEHETUYECKUE METOIBI.
Monexynsapuo-renernueckue metonbl: [1IP-anamms, [1/IP®-ananu3, pepmeHTHI
pectpukuuny; [[JIJID-ananu3. MeToapl BBISBICHUS TOYKOBBIX  MYTallWM.
['ubpuauzanmonnsie Mmetonabl. [Ipsimbie u kocBeHHBIE MeTObI JIHK-anarnoctukmy.
MeTo/1bI KapTUPOBAHUS FEHOMA YEJIOBEKa.

Paszpnen 3. Knunuyeckasi reHeTHKa. XapaKTepUCTHKA HACJIEACTBEHHbIX

0o.1e3Heil.

HaciencTBeHHOCTE U IATOJIOTHSL.
OTHOJIOTHSI M MaTOreHe3 HaceICTBEeHHOM mnarosioruu: OOmiasi XapakTepuCcTUKa
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HacJeICTBEHHBIX OonesHeil. Kmaccudukanms HaciaeqCTBEHHBIX Ooje3Hel. THumbl
HacnenoBaHus. CeMHOTHKA HACIIE[ACTBEHHBIX Oosie3HEN (ydeHue O IMpHU3HaKax
HACJI/ICTBEHHBIX Oose3Heit). [loHsTHe CHHOpPOMA, CIEACTBUS, ACCOLMAIIUH.
[Tonsitne o 6oapmMX 1 MaybiX aHoManusax pa3Butus (BAP u MAP). Tlonstue o
MUHUMAaJIbHBIX JMAarHOCTUYECKUX IPU3HAKaX Kak fAJpa CHUHApPOMA. 3HayeHHE
NEHETPAHTHOCTH M JKCHPECCMBHOCTM  NPU  IIOCTAaHOBKE  JHMarHo3a
HACJIEICTBEHHOTO 3a00JIeBaHMSL.

[TprHIMIBI IMAarHOCTUKY HACJEeICTBEHHbIX Oone3Hel: KinHnyeckue, MHCTpyMEH-
TaJIbHBIE U TAOOPATOPHBIE METO/IbI AUATHOCTHKH.

[TpuHIMIBI JIeYeHUsT HACIEICTBEHHBIX OoJie3Hel n Oosie3HEN ¢ HaclleCTBEHHBIM
npenpacnonoxenreMm: CuMnromaTuueckue MeTosl JeueHus; [latorenernueckoe
JeyeHue, Koppekuus oOMeHa; 3aMeCTHTENIbHas Tepamnus; OTHOJOIMYECKOe
nedeHue. ['eHorepanus; AnanTuBHas cpena Kak MeToja JeudeHus; Meauko-
CoLlMaJIbHAs peaOuIuTaIus.

BpoxaéHHble aHOMaIuu pa3BUTHSL.

Knuauueckue mposiBiIeHUs JAEHCTBUS TepaToreHHbIX (axkropoB. OmmOku
Mopdorenesa: IMOPOK Pa3BUTUS, JAW3PYNIUSA, JTUCIUIA3usA, JAedopManus.
MexayHapoaHas KiaccUUKaIUs BPOXKICHHBIX aHOMaIui 10 repecmoTpa BO3.
MexnyHapoaHas — KjlacCU(UKaLUs BPOXKAECHHBIX aHOMalIMA pa3BuUTHS X
nepecmotpa. Kiaccudukanus BpOXXKICHHBIX AaHOMaJuil B 3aBUCUMOCTH OT:
BPEMEHM BO3ICHMCTBHMS B IpPOLIECCE OHTOIEHE3a, IPUYUHHO-CIEICTBEHHBIX
OTHOILIEHUH, MHOXKECTBEHHOCTH MTOPAXKEHUS.

XpOMOCOMHBIE OOJIE3HH.

OObmas xapakrepuctuka: OmnpeneneHue MOHATHS XPOMOCOMHBIX OoJie3HeH, ux
KJaccu(uKanus, pacpoCTPaHEHHOCTh B IMOMYNIANHAX. Mo3aWyHbIe M IOJIHBIC
dopMbl  XpOMOCOMHBIX Oosie3Heil. DakTopbl, BIMAIOIME HAa BO3HUKHOBEHUE
XPOMOCOMHOM MAaTOJOrMM: T€HOTHI, BO3PACT, IOJI, IMMHUHALUSA aHOMAaJIbHBIX
raMeT M 3UroT. YJelbHbIH BEC XPOMOCOMHOM NaTOJIOTMUM B 3THOJOIHH
CIOHTaHHBIX a00pTOB. OCHOBHBIE IOKa3aHUA Ul MPOBEIEHUS XPOMOCOMHOI'O
aHanu3a.

Knunuko-uurorenernueckass XapakTepUCTUKAa CHHAPOMOB, CBSI3aHHBIX  C
QHOMAJIMAMU B CHUCTEME IIOJIOBBIX XPOMOCOM: CHHIPOM X-MOHOCOMHUU
(IlIepemeBckoro-TepHepa), CHHAPOM TPUCOMHUHU U MOJUCOMHUU MO X-XPOMOCOME,
cuapom KraitHpenbTepa, CHHIPOMBI JUCT€HE3UU TOHAJ (CTPYKTypHBIE
aHoMamuu X- U Y-XpOMOCOM, UX (EHOTUIUYECKHE MPOSIBICHUS, WCTHUHHBIN
repMagpouTH3M, cMelaHHas ¢opma AUCTeHe3uH ToHan). [IpuHImnbel Menuko-
FEHETUYECKOTO KOHCYJIbTUPOBAHUSA TpPU TMATOJOTHUH B CUCTEME IIOJOBBIX
XpPOMOCOM.

Knunuko-uurorenernyeckass XapakTepUCTUKAa CHHAPOMOB, CBSI3aHHBIX C
YUCJIOBBI- MH AHOMAQJIMSMHM ayTOCOM: CHHAPOM TPHUCOMHHM XpOMOCOMBI 21
(cungpom JlayHa), cuHIpOM TpHcOMUM Xpomocombl 13 (cunapom Ilaray),
CHHJIPOM TPHUCOMHUH XpOMOCOMBI 18 (cunapom DJi- Bapjaca), CHHAPOMBI TPUCOMUU
xpomocoM 8, 9, 11, 22. OcobeHHOCTH METUKO-TEHETUYECKOTO0 KOHCYIbTUPOBAHUS
B CEMbSIX C CUHAPOMAaMH ayTOCOMHBIX TPUCOMHUH.

Knunuko-nMrorenernyeckas XapakTepuCTHKa CUHAPOMOB, CBSI3aHHBIX CO CTPYK-
TYPHBIMH IIEPECTPOUKAMHU XPOMOCOM — MUKPOLIUTOTEHETUUECKUE CUHAPOMBI:
Mukpo/ieelMoHHbIe CHUHIPOMBI (YaCTMUHBIX MOHOcoMuM): cunapom del(4p)
(cunapom Bombda-Xupmxopaa), curiapom del(Sp) (cMHIpPOM «KoOIIaubero
kpukay), curapom del(13p) (cunapom Opbenu), curapom del(18p um 18q),
cuapom del(9p) (cunapom Aunbdu), curapom del(21q), cunmpom del(22q)
(cungpom u Jxopmxu u Ip.) U 1Ip.

Knunnueckass ¥ MOJEKYJISpPHO-UMTOTEHETHYECKAs  XapaKTepUCTHKa  X-
CLETUIEHHON YMCTBEHHOM OTCTaJOCTH (CHHIPOM JIOMKOM X-Xpomocomsbl, Jlyu-
bap).

Muxkpo1yniuKaluoHHble CUHAPOMBI (HaCTUUHBIX Tpucomuii): cunapom dup(9q),
(cun- npom Pertope).
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OCOOEHHOCTH ~ MEIUKO-TEHETHYECKOT0  KOHCYJIBbTUPOBAHHS B  CEMBAX C
YaCTUYHBIMHA MO- HO- U TPUCOMUSIMU

Bo3MokHOoCTH MeTona aHanu3a paHHeMmeTada3HbIX XPOMOCOM JJISi BBISBICHUS
OT/IENIb- HBIX HO30JorH4Yeckux ¢Gopm 3aboneBanuid: cuuapom I[lpanepa-Bum,
cuHApoM AHrenbMmaHa, cuHapoMm Muuiepa-/lukkepa, cunapom Ju Jxopaxwy,
cungpom Jle Jlanre, cunapoM «xomadbero riaaza», CunHapoMm bekButra-
Bunemana u ap.

[IpencraBiaeHus O BO3MOXKHBIX CBS3iX MATOr€HE3a OTAEIbHBIX 3a00JeBaHUM ¢
POJIUTENBCKUM THUIIOM HAcCJIEOBaHUsI XPOMOCOMHBIX mepecTpoek. llonarue o
T€HOMHOM MMIIPUHTHHIE.

Knunuko-uurorenernueckass XapakTEpUCTUKAa CHUHAPOMOB, CBSI3aHHBIX C
HOBBIIIEH HOM HECTaOMIIBHOCTBIO XpoMocoM: aHeMuss PaHkoHU, cUHIpOM bityma,
aTakcusi- TejaeaHrnoskrasus (cunapom Jlyu-bap), nurmenTHas kcepoaepma.
YacToTa ¥ CEKTp XpOMOCOMHBIX abeppanuii B KjIeTKaX OOJbHBIX C MTOBBILIEHHOM
HECTaOUIIbHOCTBIO XpoMocoM. IlaToreHeTnueckne MeXaHU3Mbl 3TUX COCTOSHUU.
[ToBbIEHHAsT TNPEAPACHOIOKEHHOCTh K BO3HMKHOBEHHIO 3JI0Ka4E€CTBEHHBIX
HOBOOOPa30BaHMIA.

MoHoreHHble (OpMbI HaclIeACTBEHHBIX 00JIe3HEH (IaToreHes, KIMHUKA, JUarHo-
CTHKa, YaCTOTa B MOMYJISILIUN).

HacnenctBennsie 6one3nn oomena (HBO): Obmas xapakrepucTuka (3THOJIOTUS U
MaTOTE€HE3, KJIacCU(UKAIINH, pacpocTpaHEHHOCTH ). Knnanuecknit
noaumopdusM U reHeruueckas rereporeHHocts HBO. BzaumopeiictBue
reHoruna u cpeasl B popmuposanuu HBO.

VYpoBuu guarHoctukn HBO (uccnenoBanume 1neekTHOro reHa, aHaIU3
AHOMAJIBHOTO OEJIKOBOTO TPOJYKTa, aHAIN3 OJOKUPOBAHHOM MeTaboIMYecKOi
1e- [TY, OIICHKA KIIMHUYECKUX MPOSIBICHU).

[Tpunuunsr nedenuss HBO (o0e3BpexuBaHue HaKaIllIMBAKOLIMXCS TOKCHUECKHUX
MeTa0O0JIUTOB, PECTPUKTHASI JIMeTa, BBEIEHUE MTPOJAYKTOB HApYIIEHHOTO CUHTE3a,
3aMECTHTENbHAS DH3UMOTEpanus, MOOWIM3AIMs HEPACTBOPHMBIX BEILIECTB,
OTKJI/IBIBAIOIIMXCSL B pe3yjbpTare MeTaboiIMyeckoro OJoKa, KJIEeTOYHass U
OpraHHasi TPaHCIUIAHTALUs, KOPPEKIHUS HEOJIAroNpUsTHBIX CPEIOBBIX (PaKTOPOB,
reHoTepanus).

HBO amwunokucnor. OOmas KiIMHWYECKas XapakTepuctuka. [IpuHIMIbBI
JUarHOCTHKH.

['uneppennnananuHeMun: o0Ias KIMHUKO-TEHETUYECKash XapaKTepUCTHKA,
4aCTOTBI B HOITYJISILIUH. DEeHUIKETOHY P, buonreprH3aBucumble
runepeHnIalaHiHeMU U JIp.. KJIMHUYEeCKas KapTHHAa M MeTaboiInyeckue
HapyleHus, jJabopaTopHasl JAMAarHOCTHKa (B paMKaX MacCOBOIO IMPOCEHBAHMS
HOBOPOJXKJCHHBIX, J1a00paTOpHBIM KOHTposb 3a seueHueM; /IHK- nuarnHocrtuka),
nueroTepanus (MIPUHLIMIIBI pacyeTa AUEThl, IPUMEHEHHUE Pa3IUYHbIX TUAPOIIH3a-
TOB M CMECel aMUHOKHCIIOT), MEIMKO-TEHETUYECKOE KOHCYJIbTUPOBAHNUE.
Marepunckas  Qenmnkeronypus.  Knunuueckme  mpuszHaku  OKY y
HOBOPOXKJICHHBIX.

Hapymenue oOmeHa Tupo3uHa. THUpO3MHEMHHU: KIMHUKA, MeTaboIndecKue
HapylIeHus, JabopaTopHasl AUarHOCTHUKa, JieueHre U nporHo3. HacnenctBennas
TUpo3uHemus, THN 1 (remaropeHanbHOro Tumna). HacnencrBeHHast THPO3UHEMUS,
tun 2 (cunapom Puunepa-Xanxapra)

ANKanToHypus: KJIMHUKA, MeTaboJIMyecKue HapyuieHus, JabopaTopHas
JTUArHOCTHKA, JIEYEHHE U TIPOTHO3.

Hapymienne 1nukina MOYEBHMHBI: KIMHHKA, MeTaOOIMYEeCKHE HapyllIeHUs,
nabopaTtopHas JUarHOCTHKA, JIEYEHHE U MPOTHO3.

Hapymenne o6mMeHa cepocoaepkaliux aMUHOKUCIIOT: KIMHUKA, METa00IMYEeCKe
HapyIlIeHUs, J1adopaTopHasi AUArHOCTHKA, JI€UEHUE U MPOTHO3: HEJOCTATOYHOCTh
UCTaTHOHUHOETA- CUHTETa3bl, CYIb(PUTOKCUAA3HI, HapylLIeHHE
TPaHCMETUIUPOBAHUSI.

HBO opranmueckux kuciaor. OOmas KIMHUYECKas XapaKTepPHUCTHKA.




[Mpunmunel  auarHocTHkU. Hapyiienns oOMeHa OpraHMYecKHX KHCIOT —C
pa3BETBICHHONM OOKOBOM IIENbIO: KJIMHUKA, METa0OJIMUYECKUe HapyLICHMUs,
nabopaTopHasi AMArHOCTHKA, JIEYCHHE U IIPOTHO3.

101. HBO yrmeBomoB. OOmias KIWHAYECKAass XapaKTepucTuka. [IpuHIMAMBI
JMarHOCTUKU.

102. Hapymenue oOMeHa rajakTO3bl: KIMHUKO-TEHETHYECKas XapaKTePUCTHUKA
rajJlakTO3eMUH,

103. Merabonuueckue  HApyIICHHS  TpH  TallaKTO3eMUH,  JjabopaTopHas
JMAarHOCTHKA TaJlaKTO3eMUH (MOJXOJbI K MAaCCOBOMY CKPHUHHMHTY TaJIAKTO3EMHH,
JIHK-nnarnocTrka rajJlakTo3eMun).

104. Hapymenue oOMeHa QPYKTO3bI: KIMHHKA, META0OIUYECKHE HApYIICHUS,
nabopaTopHasi AUAarHOCTHUKA, JIEYEHHUE U ITPOTHO3.

105. bone3Hu HaKOIUIEHHUS TJIMKOTEHA: KIMHUKO-TEHETHYECKash XapaKTepPHCTUKA
(medeHouyHbie (GOpMBI (HEIOCTATOYHOCTh TIIFOK030-6-ocdaTasbl), MbIIICYHBIC
(dbopmbl, reHepan30BaHHBIE (POPMBI).

106. BwuTaMuH3aBUCHUMBIE COCTOSHHMS: OOLIas XapaKTepPUCTHKA, IPHHLUIIBI
JMarHOCTUKH, JedeHne. HenocTarouHocTh OMOTHH3aBUCHUMBIX KapOOKCHIIA3
Henocrarounocts abcopOumu u MmeTabonu3Ma kobanamuHa U ¢oiara.

107. Hapymenus oOMeHa JUOHIOB: 0OmIas KIMHUYECKAass XapaKTePUCTHKA,
HOPUHIUIBI JMAarHOCTUKM, JedeHue. HenocraToyHOCTh amosumnornporenHa B.
['uneprpurnuuepunemun. ['n- norpurmuuepuaemun. Hapymenuss metabonusma
JMIONPOTENHA BBICOKOH MII0THOCTH. CeMeliHas TUIepX0JIeCTEPOIEeMHUSL.

108. Hapymenuss oOMeHa TYpPHHOB W TUPHUMHJIWHOB: OOMmas KIMHHYECKAs
XapakTepUCTHKa, TNPUHLMIBI  TUAarHOCTUKH, JiedeHue. HenocraTroyHOCTb
THIOKCAaHTUHTYaHHH(ocPopubo3miTpancepasbl. HenocraTtounocts
a/IeHO3MH/1e3aMHUHAa3bI.

109. Hapymenue TpaHCropTa W YTHIW3AHA METauioB. bone3ns Buibcona-
Konosanosa. bone3snbs MeHkeca.

110. Hapymenne oOmMeHa NMOpGUPUHOB W CHHTE3a TeMMa: Oo0mas KIMHUYECKas
XapaKTepUCTHKa, IPUHIUIBI AUATHOCTUKY, JieueHue. [lophupun: neueHouHble U
spuTponodTrdeckue Gopmbl. Hapyrienne cuHTe3a KeMYHBIX KHCIIOT.

111. Hapymenue cuHTe3a W JCHCTBUS TOPMOHOB: OOIIas XapaKTepUCTHKA,
MarfocTrka, Jleuenue.

112. Hapymenus oOMeHa THPEOUAHBIX TOPMOHOB: BPOXIEHHBIH THUIIOTHUPEO3,
THIIEPTHPEO3. Hapymenwnst oOMeHa TOPMOHOB Ha/IMTOYEYHUKOB!
a/IpeHOT€HUTAJIbHBIN CHHJIPOM (KIIMHUKO-MOJIEKYJISIPHO-T€HETHUeCKast
XapaKTepUCTHKA, OMOXMMHUYECKHE HAPYIICHHS, TUarHOCTHKA U JICYCHHUE).

113. CunzapoM aHIPOreHHOW PE3UCTEHTHOCTH

114.  Jdedunut crepouacynbdaras u X-clenIeHHbIH UXTHO3

115.  [ledexTsl cUHTE3a U JEHCTBUS TOPMOHA POCTa

116. Hapymenne ¢QyHKIUM KpOBM W KpOBETBOpHOW  Tkanu.  OOmas
xapakrepucTtuka. Jluaraocruka. Jledenue.

117. Membpanonaruu sputrpountoB. AHemuss Munkosckoro-Ilogdapa.

118. DOpurpouurapHsie (epMeHTOnaTHH. HenocraTounocts TJII0K030-6-
dbocdarnerunporenassl. HacneacTBeHHbIE TeMOTIIOONHOTATHH.

119. Hapyuienus cucTeMbl CBEPTHIBAHUS KPOBU: TeMO(DUITUH

120. Hapymenus MeMOpaHHOTO TpaHcIopTa (KaHaJIOMATHH): obmas
XapaKTepUCTHKA, JUArHOCTHKA, JICUCHHE.

121. Hapymenne TpaHCHIOPTa aMUHOKHCIIOT: JIH3HMHYpUYeCKas HEMepPeHOCHMOCTh
6emnka, 6one3np XapTHyna, cuaapoMm Jie Touu-/le6pe-dankoHu.

122. TloveuHo-TyOymsipHBIA ammmo3. [wumodocharemus. [Toueunsrii HecaxapHBINA
nuadet. [ToyeuHsli coneBoii 1uadeT.

123. MyxkoBHCIHI03: KIIMHUYECKast " MOJIEKYISIPHO-TeHETHIeCKast
XapaKTEePUCTUKH, METa0OJMUECKUEe HapylleHHs, JjadopaTopHas IUarHOCTUKa
(AHK-mmarnoctuka n OMoXuMu4ecKkas JUarHOCTHKA), TPO(HIIaKTHKa, JICYCHUE H
IPOTHO3.




124, Tlepuoauueckuil mapanu4: KIMHUKO-TEHETHYECKHUE BapHaHThl. MHOTOHUS
Tomcena.

125. Hapymienus oOMeHa KJIE€TOYHBIX OPTraHelll.

126. HapymeHnue 5SHEpreTHYecKoro obmMeHa B MHUTOXOHIpusax:  OOmas
KJIMHUYECKass XapakTepUCTHKA, MeTabOIMYeCKHe HapYIICHUs, [PUHLUIIBI
JTUArHOCTHKHU (J1abopaTopHasl JIMarHOCTUKA), JiedeHHe W mporHo3. Hapymenue
NUPYBATACTUAPOTEHA3HOIO KOMIUIEKCa M I[HMKJIA TPUKAPOOHOBBIX KHUCIOT.
Hapymienust oxucieHus SKUPHBIX KHCIOT. HemoctatoyHocTs (epMeHTOB
IBIXaTEJIbHOHU 1IEIN:

127. HeonartanpHele W uHpaHTHWIBHBIE (OpMBL: cuHIpOoM [lupcoHa, cuHIPOM
Bonbdpama, keroammnorndeckas ¢opma; Bipocibsie popmer: MERRF, MELAS,
LHON, cungpom Kepuc-Ceiipa.

128. JluzocomHble OoJie3HU: OOIIAsl XapaKTePUCTHKA, KPUTEPUH JTM30COMHBIX 00-
Je3Hed, O0COOEHHOCTHM  HAKaIUIMBAIOIIMUXCS  CcyOcTpaTtoB,  JlabopaTopHas
JMarHOCTHKA, JieueHne. MyKOMoIucaxapua03bl: KIMHUKO-TeHETHYECKHE (POPMBL.
I-kneTounas 6ose3Hs (MaHHO3UI03).

129. Counronununossl: Meraxpomarudeckas jJerkoguctpodus. Jleiikomuctpodus
KpaGe. bone3ns I'ome. bonesns Humanna-ITuka. bonesnr ®@abpu. dyko3umos.
ACHapTHITIIIOKO3aMUHYPHSL.

130. IlIepokcucoMHbie Oone3HH: 00IIas XapaKTepUCTHKA, HapyIIeHUs (PyHKIIUHU T1e-

POKCHCOM, JMarHOCTHKA, JICYCHHE. Cunapom LenbBerepa.
Anpenoneiikoguctpoduss  (Bapuantel).  bonmesnr  Pedcyma  (dbopmbr).
Puszomenuyeckass ToueyHas XOHIpOAMCIUIa3Ms. [rorapoBas auuaeMus, TN 3.
AkaTanazeMus.

131. HacnencrBeHHble MMMYHOAC(GHUINTHL: 00IIast XapaKTePUCTUKA, IUArHOCTHKA,
JIeYeHHE.

132. Hapymenue dbopmupoBaHus COEITMHUTENILHON TKAaHU: oOutast

XapaKTepUCTHKa, TUarHOCTUKA, JedeHne. Hapymenue GuocuHTe3a U CTPYKTYphl
KOJUIareHa: KJIMHUKO-TEHETUYeCKas XapaKTepUCTHKA, JWAarHOCTUKA, JIEUEHUE.
Cunnpom Mapdana. HecoBepiiennslit octeorene3. Cunapom Dnepca-/lannoca.

133. Kwumeunsle aucaxapuao3bl: 00mas XapaKTepUCTHKA, TUATHOCTUKA, JICUCHHE.
Henepenocumocts nakTo3sl. HemepeHocHMOCTB caxapo3bl.

134, Kiwunuka, JAMarHOCTHKA, JieueHWe, MNpO(UIaKTHKA  HACIEICTBEHHBIX
CUHAPOMOB C IPEMMYLIECTBEHHbIM HapylleHueM: @Ou3nueckoro pasBUTUSA
(HaHM3M, TUTaHTU3M, Makpo- W Mukpocomus). Cungpom Coroca. CunApPOM
Hy6oBuna. Jlenpeuaynusm. Cungpom Hynan. Cunapom Cexkens. Cunapom
Kopuenuu ne Jlanre. Cungpom Bunbsamca. Cunzapom PyGunmreiina-TeiOu.
Cungpom Paccena- Cunbepa. Cuniapom Po6unoBa. CunzapoMm Aapckora.
Cungpom Jlapona. I'mnodusapnas xapiaukoBocTb. Cunzapom KokkeliHa.
ITuknoguszocro3. Cunapom Dinuc-Ban-Kpesenbaa.

135. Kowu, BOJIOC, TOAKOXHOW KIIETYAaTKH, HOTTeH (AHTHIpPOTHYECKAs U
TUIIOTUPO- TUYECKAs dKToAepManbHas aucninazuu. Cunapom Yenmaka-Xuramm
CungpoMm Bsitol koxku. CunzapoMm ToTaimbHOW sunoauctpodpuu. Cunapom
HeilpopuOpomaroza Pexnunrayszena, tun 1. CuHAPOM  MOJIKOJIEHHOTO
nrepuruyMa. TpuxopuHogananreanbHblii cuaapom | u 2 tunos. TyGepo3Hblit
ckaepo3. Cunapom llerpena-Jlapcena. CUHIPOM IITyXOTBI M CKPYYEHHBIX BOJIOC.
Cungpom LEOPARD. Cungpom EEC. Hxtno3. JlagoHHO-TIOAOIIBEHHBIN
runepkepato3. Cunapom Pormynna-TomncoHa.

136. KocrtHo-cycTaBHOU cucteMbl (Akponedamocuanaktuiun  Armepa, Catpe-
yot3eHa, Ildeiipdepa;  Axpouedanonomumaktmmuu.  Cunapom  Aaze.
AXoHJporIazusl. AKpodaraibHbIii JIN30CTO3 Harepa.
Lledanononmucunnaktunus ['peiira. Inacrpopuueckas aucriasusi. KapiaukoBoctsb
Jlapona-JleBu, nanrunonutyutapHas. Cunapom Kpyszona. Kamnomenuueckas
mucrnasus. Cunapom Jlapcena. Cunapom Ilonanna. Terpadoxomenus Pobeprca.
Cunapom @pumena- Illenmona. Xonapoaucrurazus TodeuHas Konpaau-
Xrwouepmana. Cupenomuenus. Cuaapom COFS. Cunppom FFU. Cunapom Xont-




Opama. Cunnpom dpanyeckerTu.

137. Cepneuno-cocymucroit cuctembl (Cunmpom Knunmens-Tpenone-Beb6epa.
Cunapom TAR. Accounanust VATER. HacnenctBenHbie HapylIeHUsT CEPASYHOTO
putMma. Hacnen- ctBeHHbIe KapIMOMHOIIATHH. )

138. IMumeBapurensHoii cuctemsl (Cunapom apauepa. Cunapowm Ilelitiia-Erepca.
bonesnp Kuucra)

139. DupoxpunHoi cuctemsl (I'myxora Bpoxkaennas u 300. Cunapom KosHa.
Cunapowm Jloypenca-Myna-bapae-bumnsa. Cuanpom AnbeTpema.)

140. MouenomnoBoii cucremsl (Cunnpom Ambrnopra. [Tomukucro3 mouek. CuaIpOoM
Jloy. CuHIpOM TeCTUKYJIAPHON (GeMuHU3aIuu (IMOJTHOW W HemonHou). Yucras
JIUCTEHE3UsI TOHAT).

141. Oprana 3penus (Tanero-peTuHanbpHas abuorpodus. BpoxkaeHHbIe KaTapaKThI.
Cunnmpom BaapnenOypra. ['nmazozyOomansiieBoit cunapom. Cunapom Jlenna.
Cunapom Mapmasmia).

142. Oprana ciuyxa (Heiipocerncopras Tyroyxoctb. Otockiiepo3. CHHIpOM
I'onpnenxapa. Cunapom Yiepa).

143. HepBHO-MBIIIEYHOH CUCTeMbI. boJe3HH, OOyCIIOBIEHHBIE SKCIAHCHEH
TPUHYKJICO- THAHBIX MOBTOPOB (Xopesa ['eHTunHrroHa, crnuHOUEpeOeUIIpHbIC
atakcuu, atakcus Dpuupeiixa). HacnencrtBeHHble cHacTHYECKUE TMaparieruu
(6onesnp ltpromnens). TopcuoHHas MbleyHas JUCTOHUA. [IpokxcumalnbHbIE
CHUHAJIbHbIE aMuOoTpoduu, Tunbl 1-3. HacnencTBeHHblE MOTOPHO- CEHCOPHbIE
Heiiponatuu.  [losiICHO-KOHEYHOCTHBIE  MBIIIEYHbIE  aucTpodhun (B T.4.
Muomuctpo- ¢us romenna-bexepa. Muomnatus Dpb6a. Muonarus Jlanmysu-
Hexepuna).

144, bBone3nu ¢ HACICACTBEHHBIM MPEIPACIIONIOKCHUEM: OO0IIasi KIMHHKO-
FeHeTUYEeCKasl XapaKTepUCTHKA. JJ0Ka3aTeabCTBO POJIM T€HETHYECKUX U CPEIOBBIX
(GakTOpOB B MPOUCXOXKICHHH MYJIbTH()AKTOpHANBHBIX Oone3neir (M®DB).
DTHONIOTHYECKas TeTePOreHHOCTh U KIMHUYecKui nomumopbuzm MOb. Bknaa
IJ1aBHOTO reHa B npoucxoxjaenue M®Pb. Metonbl reHeTnueckoro ananuza M®b
U TeHETUYECKUE MOJENU UCCIENOBaHMs (CTaTUCTUYECKHE: HEMpephIBHAS U3MEH-
YUBOCTh (I€HETUKA KOJMYECTBEHHBIX IPU3HAKOB), T'€HETHKA KaueCTBEHHBIX
NPU3HAKOB (HEMEH- JIEIMPYIOLINX); MOJIEKYJIIPHO-TEHETUUECKHE METOIbI).
KaprupoBanue rnaBHbIX reHoB. Accoumanmun MO®PDB. bpoHxuanbHas acTtma.
I'mnepronnyeckas Oosne3nb. CaxapHblii 1uaber. bokoBoit amuorpoduueckuit
CKJIEpPO3.

145. CoBpemeHHbIe NPEACTABICHUS O MEXaHU3Max KaHleporeHesa. ['eneTnueckuit
KOHTpOJIb pa3Butus U nuddepeHupoBku kietok. [loHsTHE 00 OHKOreHax W O
reHax-cylpeccopax  OINyXOJIEBOTO  pocTa. ['©HOMHBI  MMIPUHTUHT U
KAaHIIEPOTr€HE3. MoHoreHHsle u MyJIbTU(AKTOpPHATIbHBIE (bopMbI
3JI0Kau€CTBEHHBIX HOBOOOPA30BaHUH.

146. HudopmanmoHHBIE PECypCHI:

147. VH)OpMalMOHHO-TIOUCKOBBIE JAMArHOCTMYECKHE CHUCTEMbl. ba3bpl JaHHBIX.
ba3bl JaHHBIX CHCTEMBI HHTEPHET.

Pa3nen 4. JlabopaTopHbie MeTOAbI JMATHOCTHKH HACJEICTBEHHBIX 00J1e3Hel

148. IluToreHeTHYECKHUE METOJIbI JHATHOCTHKH.

149. HccnenoBanue mosoBoro xpomaTtuHa: Ompenenenue X-XxpoMmaTHHa (Tener
bappa) B oOpasmax kimerounoro marepuamna. Ompexnenenue Y-xpomaruna (F-
Tesen) B oOpasnax KieroyHoro Matepuana. [lokasanus k npoBeneHuro X- u Y-
TeJell MoJIOBOro XpoMatuHa. OrpaHuyeHus: MeToza.

150. KapuotunupoBaHHe: MOKa3aHUS U HPUHIMIBI IPOBEIEHUS XPOMOCOMHOI'O
aHayM3a.

151. VYcnoBus KyIbTUBUPOBaHHUA OMOJIOTMYECKOTO MaTepuana M OCOOCHHOCTH
00pa- OOTKU KJIETOYHBIX KYJIBTYp JUIsl OJy4YEHHUsI XPOMOCOMHBIX MpPEnaparoB U3:
auM@oruToB mepu- (Gepuyeckord KpoBH, (GUOPOOIACTOB KOXKH, KYJIbTYpHI
AMOpHOHANBHBIX (UOPOOIACTOB, 0OPA3IOB OMYX0JIEBOTO MaTepHaa.

152. Meronapl OKpalIMBaHMs IpemnapatoB MeTadasHbIX XPOMOCOM: PYTHHHBIN




(crutomiHoM), uddepenmansabie MeTobl okpamBanus (Q-meron, G-merox, C-
merona, R-meron, T- Merom); MeTon, BBIABISIOMNANA  JIOKATH3AIIUIO
SAPBIIIKOOOPA3YIOIUX paifoHOB B MeTaa3HbIX XpoMocoMax (Ag-MeTox)

153. MHnentuduxamus wmetadasHbIX XPOMOCOM  dUeloBeKa  (KiaccupuKarus
PAaBHOMEPHO OKpAIIEHHBIX XPOMOCOM COIVIACHO JIEeHBEPCKOM HOMEHKIIATYPE;
OPUHIUNBL WACHTUGUKAIMY HHIUBUAYAIbHBIX XPOMOCOM 4YEJIOBEKAa COIIACHO
MEXIyHApOJAHON HOMEHKIJIAType IjIed, CEeTMEHTOB, CYOCErMEHTOB B Tpeaeax
KaX/10il XpOMOCOMBI; OLIEHKa XPOMOCOMHOTO OJMMOP(H3Ma).

154. TepmuHoOOTHSI Y CHUMBOJBI OOO3HAUEHUS AHOMAIMK  (YUCIOBBIX U
CTPYKTYpPHBI) KApUOTHIIA YETOBEKA.

155. IlpuHuuMObBl IUTOIEHETUYECKOTO  aHajiu3a MOJHBIX  (PEryjspHBIX) U
MO3auyHbIX (POpPM aHOMAIIUI KapuOTHUIIA.

156. IIpoToKOM XpPOMOCOMHOTO aHalHM3a, COCTABICHHE 3aKIIOUEHHS TI0 €ro
JTAaHHBIM.

157. Meronsl OKpamMBaHUS TpenapaToB mpomeradasHbx (paHHeMeTada3zHbIX)
XPOMOCOM: IIOKa3aHHU4.

158. MonekynapHO-IIUTOTEHETUYECKHUE METOAbl  JHArHOCTHUKH  XPOMOCOMHOM
[aTOJIOTUU C IPUMEHEHHeM XpoMocoM-crieruduueckux JJHK-30110B

159. Meron BbisIBIEHHS JIOMKOW ((parmibHoi) X-XpOMOCOMBI (OCOOCHHOCTH
MIPOBEACHUS ).

160. buoxmumHuyYecKre METO bl IUATHOCTUKH HACIIEJACTBEHHBIX OOJIE3HEH.

161. OOwmas xapakTepUCTHKa: IOKa3aHHs K HCIOJb30BAHUIO, MPEUMYIIECTBA U
HEIOCTaTKH.

162. XapakrepucTuka OHMOJOTMUYECKOr0 MaTepHaia — CBOMCTBA, MpaBWia coopa U
XpaHEYHUS: MOYH, KPOBH (B T.4. NOJYYCHHE IUIa3MblI, CHIBOPOTKH, OTIEIHHBIX
(bpakuuii KJIETOYHBIX 3JIEMEHTOB), MaTepuaa OMoICHY, IJI0OJHOI0 MaTepuana.

163. Kontpomn KauecTBa (KK) 71a00paTOPHBIX UCCJICIOBAHMI:
BHYTpUIIa00paTOPHBII KK (KOHTpOJIbHBIE MaTepHalbl, KOHTPOJIb
BOCIIPOM3BOAMMOCTH, KOHTPOJb TPABHIBHOCTH); METOJbI, He Tpelyromue
KOHTPOJIbHBIX MaTepuanoB; Mexiadopatopubiii KK (cTaructuueckas oOpaboTka
Pe3yJIbTaToB, OLIEHKA OTJENbHBIX JabopaTtopuii, Mexx1yHapoHbii KK).

164. KauecTBeHHbIE TPOOBI, BHIIOIHIEMbIE C MOYOH.

165. OOmas xapakTepucTuKa (PU3NKO-XUMUIECKHUX (KOJIMIECTBEHHBIX ) METO/IOB

166. 3akoHBl NpPONYCKAaHUs W THOIJOMEHUs: ¢doToMeTpus U (poToMeTpuyeckas
anmaparypa, GuyopuMeTpus u (QIyopuMeTpUYecKas anmapaTrypa, IIa3MeHHas
doromerpus, noTeHIMoMeTprueckas pH-merpus.

167. Tunsr xpomarorpadun (ux XapaKTEPUCTHKA): asicopOILMOHHAs,
MOHOOOMEHHas, pacrpenenuTeNbHas, apdunHas, rejb-QUIbTparys,
TOHKOCJIOWHast ~ Xxpomarorpadusi,  BbICOKOd(p(dEeKTUBHasE  xpomarorpadus:

ra30’HUIKOCTHAs XpoMaTorpadus ¢ Macc-CEKTPOMETpHUEN (BKII. TAHAEMHYIO).

168. Dimektpodope3 B pasTUYHBIX HOCHTEISAX: OJHOMEPHBIN, JIBYMEPHBIH,
CelMMEHTa- IMOHHBIN aHaJIN3, UMMYHHO(EPMEHTAaTUBHBIN aHAIIN3.

169. Teopernueckue OCHOBBI W TPHHIUIBI HCHOIH30BAHUS OMOXMMHUYECKHX
METO/I0B B JMAarHOCTHKE HACJIEJICTBEHHBIX OoJe3Hel oOMeHa Ha KOHKPETHBIX
puMepax.

170. AMMHOKHUCIIOTHI: PU3UKO-XMMUYECKHE CBOMCTBA, HOMEHKJIATypa, METa0O0IU3M
(benmmanannHa W TUPO3WHA, CEPOCOMEPKANUX AMUHOKHCIOT, aMHHOKHCIIOT C
pa3BeTBIIEHHONW OOKOBOW 1enbl0 U Ap.). OpHUTHHOBBIA LUKI. MeTosl
paszeneHus, HIeHTH(PUKANHN, KOTHYECTBEHHOTO OTIPEICIICHUSI aMHHOKHUCIIOT

171. CrpyktypHble Oenku: CTpykTypa (IepBUYHAs, BTOpUYHASA, TPETUYHAL),
JOMeHBI. MeTonbl pasfeneHus, HIeHTH()UKAIINN, KOJTMYECTBEHHOE OIpEIeIICHUE
0eKoB

172. ®epMmeHTHI: CTPYKTypa (aKTHBHBIM UEHTp), MeXaHU3M (PEepMEHTaTHUBHOTO
KaTajllu3a W KHHETHKa (EPMEHTATUBHBIX pPEAKLUH; MHOXKXECTBEHHBbIE (DOPMBI.
AHanmu3 akTHBHOCTH ()EPMEHTOB C HCIOJb30BAaHUEM: MPUPOJHBIX CyOCTpPaTOB
(XpOMOT'€HHBIX, (pITyOpOreHHBIX, PAJJMOAK- TUBHBIX); CHHTETUYECKHX CYOCTPATOB.




173. VYruneBoapl: (PU3NKO-XUMHUYECKHUE CBOICTBA, HOMEHKIATypa, METaboIu3M
(rmukonu3, meHTo30(dochaTHBI IUKI; CHHTE3 W pacmaj TJIMKOTeHa,
MOJJEp)KaHUE YPOBHS TIIIOKO3BI B KpOBH). Meronbl uaAeHTUDUKAIMH U
KOJIMYECTBEHHOTO OIpeneieHust yrieBoJoB. I[loaxoasl K CEIEKTUBHOMY U
MacCOBOMY CKPHUHUHTY TallaKTO3eMUHU. MeTonbl oOmpejiesieHusl JiakTaTa |
nupyBarta.

174. Jlunuasl ¥ JTUNONPOTEUHBI: TPUTIHMIIEPUJIBI, KUPHBIE KHUCIIOTHI, XOJECTEPHH,
dochomunuapl. Metoasl pasneneHus UM MACHTU(UKAIMU  JIMIOUAOB U
JUIOCOAEPKALUX MOJIEKYJ.

175. Iukyn JUMOHHOM KHCJIOTHI Kak OOIMMA KOHEYHBIM ITyTh OKHCJICHUS
aAMUHOKHCIIOT, YTJIEBOJIOB U KUPOB

176. TopmoHBI: CTpyKTypa, MeXaHHU3M JIeHCTBUS. MeToabl ompeaeneHus
pa3IMYHBIX KIAcCOB. METObI ompeesieHusl PEIIeCTBEHHUKOB U MeTab0JIMTOB
CTEPOUIHBIX TOPMOHOB.

177. BuramuHBI: BOJZOPACTBOPUMBIE U )KMPOPACTBOPUMBIE. METO/BI ONpeaeIeHus
BUTAaMUHOB.

178. DneKTpOIUTHBINH, BOJIHBIH, KHUCJIOTHO-IIESJIOYHOM OaJanc: HMOHBI,
MUKPO3JIEMEHTbI. MeTO/IbI OIpeieJIeHHs] HEOPTraHUYECKIX HOHOB.

179. Merabonuyeckue IpoIecChl KIETOYHBIX OPTaHeIl.

180. MuToxoHApUU: CTPYKTYpa, OuoreHes u GyHKIUH; LEMb TPAHCIIOPTA AJIEKTPO-
HOB, OKHUCIUTENIbHOE (ochoprinpoBanue. MeToabl ONpEeeIeHUs] aKTUBHOCTH
dbepMEeHTOB LleMM TpaHCIOpTa dJIEKTPOHOB. MeToabl ompeneneHus Oeta-
THJIPOKCHOYTHpATa U aleToareTara.

181. Jluzocomsbl: 6uoreHe3 U PyHKIIUU, TU30COMHBIE TITUKO3UIa3bl. MeToabl onpe-
JEJICHUST JIN30COMHBIX (EepPMEHTOB. MeETOoApl aHanu3a W HICHTHUPUKAIUN
[JIMKO3aMHHOTIIMKAHOB. MeTo/Ibl aHaNu3a U UACHTU(DUKAIIMY OJIUTOCAXapUIOB.

182. TIlepokcucomsl: buorenes u pynkmun. depmeHTs IepokcrcoM. Onpenenenne
OUYEHb JJIMHHOIICTIOYEYHBIX JKUPHBIX KHUCIIOT, a TaKke (PUTaHOBOM, MUIIEKOIOBOM
KHCJIOT, TJIar3MajoreHoB U JPYTMX KOMIIOHEHTOB MEPOKCHUCOM C TTOMOIIBIO Ta30-
KUAKOCTHON XpomaTorpaduu, macc-cnekrpoMerpun. OnpeneneHue aKkTHBHOCTH
NEPOKCHCOMHBIX (DepPMEHTOB.

183. MonekynaspHO-TEHETHYECKHEe  METOAbl  JMAarHOCTUKH  HACJEeICTBEHHBIX
Oome3Hel.

184. ®usHKO-XMMHYECKHE OCHOBBI MIPOBEICHUS JHK-auaraoctuku:
xXapakTtepuctuka ucnoinb3dyembix  pepmentoB  (JAHK-momumepaszs, JHK-
3aBucumble PHK-monmmmepaspl, murasel, KuHa3bl, (Qocdarazpl, HYyKIeasbl,
IPOTEOTUTHYECKHE (DEPMEHTBHI) U PEAKTUBOB.

185. AraposHble W TOJMAKpUAMUIHBIE TeTH (XapaKTePUCTHKA): MapaMeTphl,
onpezaenstomue ckopoctb murpanuu JIHK yepe3 renp, mMeToasl OKpalinBaHUS
reneii, anmouposanue gpparmenton JJHK u3 reneii.

186. Diektpodope3 HYKIECHHOBBIX KHCIOT: ammapaTrhl, TMPUMEHSEMbIC IS
aneKkTpodopesa HyKICUHOBBIX KUCIOT

187. buonormueckuii marepuain, ucrnonb3yembiii B JIHK-gmarHocTuke: ycioBus
B3STHS, XpaHEHUs1, TpaHCHOPTUPOBKHU. [IpobiieMa 3arps3HeHus MaTepuana.

188. OcHamenune, ycioBusi pabOThl M TEXHHKa-0€30MAaCHOCTH TPH TPOBEICHUU
MOJIEKYJISIPHO-TEHETHUECKUX HCCIeAOBaHUN: 000pynoBaHUE ITadopaToOpuu IS
MOJICKYJIIPHO- T€HETUYECKUX HMCCIICTOBAHUM, MpaBmiia pabOThl B MOJICKYJISIPHO-
TeHETUUYECKO JIabopaTOpuu, TEXHUKA O€30MacCHOCTH MpU paboTe ¢ MyTareHHBIMU
U TOKCUYHBIMHU BEIECTBAMH, C PATUOAKTUBHBIMH METKAaMHU, MPHU MPOBEIACHUH
¢dorocvemku reneit. Mcrounnku ommbok npu JAHK- auarnoctuxe.

189. Merobl momydeHUsT U 0OPAOOTKH HYKJIEHHOBBIX KHCIIOT:

190. Merons! Beigenenus JJHK u PHK u3 sykapuoTuueckux KIeTok

191. XwuMuuecKuil CHHTE3 OJIMTOHYKJICOTHAOB (MeTo bl onydeHus JJHK-30110B 1
PHK-30H10B),

192. OmnpenencHue KOJUIECTBA HYKIICMHOBBIX KACIOT B KPOBH.

193. Awmmmudukanus: nonumepasHas nenHas peakiws (ITIIP) — mocromncTBa M




BapuanThl. 4.3.4.5. PecTpukius: pecTpukTasbl (TUMBI, KilaccuuKanus), CauThl
pectpukuuu  (KinaccuduKamms), pPECTPUKIUMOHHBIM aHaim3 Monekyn JIHK
(ycnoBus poBeaEHUS).

194, Meronapl OKWCKA, BBIICICHUS U UACHTU(GUKAIIMN ONPEACIEHHBIX (ParMeHTOB
JIHK

195. T'mbpummzamms ¢ JAHK-3ommamu: Omor-rubpummsarus no CaysepHy, I0T-
ruOpumu3anysi, cioT-rudpunuzamus, Hoszepu-610T, amienb-cnenuduyeckas
rubpuau3anus, Tuopuausanus in situ (FISH)

196. KionupoBaHue: J3Tambl, BEKTOPHBIC CHUCTEMBI, METOIbl «IIPOTYIKH» U
«TIPBIKKOB [0 XPOMOCOME», OMOIMOTEKH T'€HOB U UX CKPUHUHT.

197. Meronbt MOKCKa JHK-nmocnenoBarenbHOCTEM, OCHOBaHHbIE Ha
nonumopduzme renoma: [IJ]IP®-ananus, reHomHas IJaKTUIOCKONMS, aHAIHU3
MUHU- U MUKpPOCATEUINTHBIX MapkepoB (STR-nanenu u ap.)

198. Meronbl BISIBICHUSI MyTalluii: KaYECTBEHHBIN M KOJMYECTBEHHBII aHAJIN3.

199. [II[P-ananu3 kak metoj BbisiBneHUs myrtanuil. [P B pexume peanbHOTO
Bpemenu (RT-qPCR).

200. Meronb! BbIsIBICHHUS TOYKOBBIX MyTanuid (SSCP-aHamu3, rerepoayrieKCHbIN
aHaJIN3, METOJI XUMUYECKOTO PACIIEIUICHUS HEKOMIUIEMEHTApHBIX CaWTOB, METO]
JEHATypPUPYIOIIETro TPalMeHTHOTO JIeKTpodopesa).

201. CekBeHHMpPOBaHHE.

202. Tlokazanmst u obnactu npumeHenus J|HK-mmarmoctuku, mpemmyinectsa u
HEJAOCTaTKU  (CpOKH, WH(GOPMATUBHOCTb, BOCIPOU3BOAMMOCTE H  JAp.):
npenatanbHas JIHK- muarnoctuka, npecumnromarndeckas JIHK-puarnocruka,
JTUArHOCTHKA T€TePO3UTOTHOIO HOCUTEIHCTBA I'€HOB HACIEACTBEHHBIX OOJE3HEH,
cyneOHasl JKCIepTh3a, MONYyISIUOHHBIN ckpuHuHT, JIHK-amarnoctuka B
onkonoruu, JJHK-nmuarnoctuka B KapAnoioruu u ap..

203. TIIpsmeie wmerombl JIHK-muarmoctuku: JIHK-mmarHoctMka W OLGHKA
TeHETUYECKOTO PUCKA, TOHITHE WH()OPMATUBHOCTH CEMBHU.

204. Kocsennbie Metonsl JIHK-mumarnoctuxu: nomumopdusie JIHK-mapkepsr,
BeiOOp momuMopdubix JIHK-mapkepoB mns JIHK-muarmoctwku, aHanm3
rarIoTUIIOB, HHPOPMATUBHOCTH METO/1A, OIICHKA TeHETHYECKOTO PHCKA.

205. KaprupoBaHue U CKpUHUHT T€HOMA.

206. KapTbl reHOMa U METO/IBI HX IIOCTPOCHUSI.

207. Crparerusi KapTHUPOBaHHMsS TE€HOB YENOBEKA W METOJABI MOJIHOTEHOMHOIO
CKpUHUHTA.

Pasnean 5. [Ipoduinakruka u JJeyeHNe HACJIeICTBEHHbIX 00J1e3HeH.

208. OcCHOBHBIC TTPUHIIMITBI, METOJIBI U YPOBHH (TaMETHYCCKHH, TPE3UTOTHUCCKHIA,
MpeHaTaIbHBIN, MOCTHATANBHBIN ) TPO(UIAKTUKY HACIEICTBEHHOM U BPOXKICHHON
NaTOJIOTHH.

209. Menuko-reHeTHYeCKOe KOHCYIbTUPOBAHUE

210. MWcropuueckas cnpaBka. Poixs C. H. JlaBuaeHKOBa B OpraHU3alud MeEIHKO-
TeHEeTHUUYECKOTO KOHCYIbTHpOBaHUs B Poccuu.

211. OyHKIMM W 337a9d MEIUKO-TEHETUYECKMX KOHCYJIBTAUNA: MEIUIUHCKUC
(IMarHOCTHUYECKHE, npodunakTUIecKue), COLIMAJIbBHO-TICUXO0JIOTHYECKHE,
OpraHM3alOHHbIe, 00pa30Ba- TelbHbIE (B T.4. HA COBpEMEHHOM 3Tarne). Petpo- u
MPOCIIEKTUBHOE MEANKO-TEHETUYECKOE KOH CYJIbTHPOBAHUE.

212. OnmnpexneneHne MEIUKO-TEHETHYECKOTO TIPOTHO3a IOTOMCTBA. [IpUHIATIBI
pacuera TEHETHYEeCKOTO pPHCKA IMPU: MOHOTEHHOH MATOJIOTHH C DPa3InYHBIMU
TUTIAMU  HacJIeoBaHUS (NPH HAIWYMM W OTCYTCTBHHM JAaHHBIX O TEHOTHITAX
poauTeNneld W POJCTBEHHUKOB); XPOMOCOMHBIX OONE3HSIX (CTPYKTYpHBIX U
YUCIIOBBIX  HAPYIICHHWSX, TPH  MO3aWIU3Me);  MYJIbTH(AKTOPHATLHBIX
3a00JIeBaHUAX; KPOBHO-POJICTBEHHBIX Opakax. [eHeTWdecKuidl MPOrHO3 TpHU
MyTareHHBIX BO3JICHCTBHUSX.

213. DddekTUBHOCT,  MEIUKO-TEHETHYECKOrO  KOHCYIbTUPOBAaHUS:  YPOBEHb
NOHUMAaHHUS  MEJUKO-TCHETHYECKOTO 3aKIIOUEHUs; COIUaTbHBIE  (DAKTOPHI,
BIIUSIONINE HA IPUHSITHE PEIICHUS.




214. MOHUTOPUHT BPOXKICHHBIX AHOMAIHMKA PA3BUTHS: MPUHIUIBI OPTaHHU3AINH,
MeToa0J0THs, 3HPEKTUBHOCTB.

215. Tloaxoapl K cOOpY NAHHBIX: KOTOPTHBIA MOAXOJ, KIMHHUYECKUI moaxon (1o
obpaiia- eMOCTH), TIOAX01 case-control.

216. Cratucrtuueckas o00pabOTKa Marepuana: BEJIWYMHA MCXOJHOW YacTOTHI
BPOXKJICHHBIX aHoManui pa3BuTus (base-line), craTMCTHYECKHE TEXHOJIOTHH.
YactoTa BpOXKAECHHBIX aHOMalui pa3BuTus. IIpuHLUIIBI OOHApy)KE€HUS HOBBIX
teparoreHoB. BoisiBnenue rereposurotr HbO.

217. Ilpodunaktuka O60sie3HEH ¢ HACIEACTBEHHBIM MPEAPACIIONOKEHHEM.

218. IlpuHUUIBI ~ MEAMKO-TEHETHMYECKOTO0  KOHCYJIbTHpoBaHus 1ipu  MODb.
[TpuHimne! qucnancepusanuu cemeit ¢ M®Ob. ®opMupoBaHue rpymnn pucka AJist
mucnancepHoro  ydera. [logxoapl K MHOUBUAYyaldbHOW  IpOoUIAKTHKE
3a00JieBaHU

219. IIpekoHuenmnuoHHas MpopuIaKTUKA.

220. Tlokazanus u (GopMHpOBaHHE TPYII PUCKA OEPEMEHHBIX KEHIIHMH. MeTobl
MPEKOHIIET- [IMOHHOW mpoduiaakTuku. Tepamnus akyniepckod maTojoruH, B T.U.
caHauusi oO4yaroB MWH(MEKUWH Yy PpOIUTENCH, YCTpaHEHHE IOTCHLIUAIBHBIX
TEPaTOreHOB U MYTAareHOB, CHHXPOHHU3ALUS PEHpOIyKTHUBHBIX IPOIECCOB.
[TpexoHnenuuonHas mpopMIaKTHKA TPU MOHOTCHHOW MaTOJOTHH M BPOKICHHBIX
MOpPOKaxX pa3BUTUSA, B T.4. queTorepanus. I¢P(HeKTUBHOCTh MPEKOHLETIIMOHHON
npodmiaktuky. [IpenuMIuIaHTanoOHHAsT AMarHOCTHKA.

221. IlpenatanbHas JuarHocThka. l[lokazaHMss W METOMOJNOTHS TMPOBEACHHUS.
3HaYeHNE MPEHATAIBHOW JWAarHOCTUKH B CHW)KEHUH YPOBHS HACJIEICTBEHHOH U
BPOKJICHHOW NAaTOJIOTUU. METOIbI.

222. HewHBa3WUBHBIC METOJIbI TUATHOCTUKH.

223. Y3U-puarnocrtuka (3xorpadusi), pazpeuaromias ciocoOOHOCTb, CPOKH.

224. CpBOpOTOYHBIE MapKEpPBl Marepu: anb(a-PpeTonpoTenH, XOPUOHWYECKHN
TOHAJI0- TPOIUH, HEKOHBIOTHPOBAHHBINA ACTPUOIL.

225. TectupoBaHHe KIETOK IUI0/Ia B KPOBH MATEPH.

226. llHBa3uBHbIE METOJBI: OHWONCHS XOpPUOHA, AMHHUOIIEHTE3, KOPIOIIEHTE3,

ouorcus TKaHEH miioaa, - TIIOKa3aHHud W IIPOTHBOIIOKA3aHUA, OCJIOXHCHUA,
MCTOO0JO0TUA (B T.9.CpOKH oOe- peMeHHOCTI/I), BO3MOXXHBIC OINMOKH H HX
IMPUYUHBL.

227. CKpUHMHT, KaK METOJ MPO(UIaKTUKHN HACIIEACTBEHHON aTOJIOTHH:

228. TlporpaMMmbl MacCOBOTO H CEIIGKTHBHOTO CKPHHHHTA, JTalbl, METOJbI,
TpeboBaHus K npoBeaeHHI0. KoHTponb kadecTBa U 3¢ (EKTUBHOCTh MPOrpamm
MaccoBOTO CKpPHHHMHTa B CHCTEME MpOQWIAKTUKA HACICICTBEHHOH W
BpOXKIEHHOHN MaToIOTuu. PernoHanpHble 1 STHUYECKHE OCOOEHHOCTH MPOTpaMM.

229. HeoHaTaJbHBI  OWOXUMHYECKHA CKPUHHUHT: TIPOrpaMMBbl  MacCOBOTO
CKpMHMHIAa HOBOpoXJaeHHbIXx Ha @KV, runortupeo3, MyKOBHCLUHUAO3,
raJlakTO3eMHUs U aJ[peHOTEHUTAIBHBIA CHHIPOM.

230. CKpUHHMHI Ha TeTepO3UIOTHOE HOCHTEIbCTBO: TaJACCEMHUH, BPOXKIAEHHAS
TYrOyXOCTh

231. IlpeHaTanbHBI CKPUHMHI BpOXAEHHOW MATOJOTHM C HCIOJIb30BAaHHEM
HEMHBA3HB- HBIX METOJIOB JHATHOCTHKH, TPUHITUIIHI.

232. JleyeHue: OCHOBHbIE MPUHLUIIBI M TOIXOIBI.

233. T'enorepamus

234. KnerouHas Tepamnus.

235. JleyeHnme HaCIIeICTBEHHBIX Oosie3Held oOMeHa (B T.4. (PCHUIIKETOHYPHH,
THIIOTHPE03a, TATAKTO3EMHUH, aAPEHOT€HUTAJILHOTO




