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1. Ileain ocBOEHMSI AU CIUTIIIMHBI

]_ICJ'IBIO M3Y4YCHHUs THUCUUILIIMHBI SABJIICTCS. YCOBEPUICHCTBOBAHUE OPpAMHATOPAMMU 3HAHHI
OCHOB O3THOJIOTHMHM, IIaTOr¢HE3a, KIMHHKH, JUAar"HoCTUKH, JICUHCHUA U HpO(l)I/IJIaKTI/IKI/I
HaCJICACTBCHHBIX 3a001eBaHui M 3a00jieBaHMI C HaCJ'IeI[CTBeHHOI\/'I mpeaApacioIOKCHHOCTBIO,
HpI/IO6peTeHI/Ie HaBbBIKOB MCANKO-TCHECTUYCCKOI'O KOHCYJIbTUPOBAHUA.

3amauy JUCLUILIMHEL.
1. ®opMupoBaHre 3HAHWNU TPHUPOIBLI HACIEICTBEHHBIX 3a00JI€BAaHUI YEJIOBEKA, WX ATHOJIOTHH,
naToreHe3a, MPUYUH MIHPOKOTO KIMHIUYECKOTO MOJIMMOp(H3Ma STHOIOTHYECKH SIUHBIX (GopM U
FEHETUYECKON reTepOreHHOCTH KIIMHUYECKH CXOJHBIX COCTOSIHUM.
2. OsnajeHue KIMHUKO-TEHEATOTHYECKUM METOJIOM, MPAaBUWIBHBIM COOPOM T'€HETUYECKOIO
aHaMHe3a, COCTaBJICHUS POJOCIOBHBIX, IPOBEICHUE MPEANOI0KUTEILHOIO aHajlu3a TUIla
HacJIeIOBaHUS.
3. IlpuoOpeTeHne HaABBHIKOB OCMOTpa OOJBHBIX W WX POJCTBEHHUKOB, HAIpPaBJICHHBIX Ha
BBIBJICHUE BPOXKJACHHOM M HACIEICTBEHHOW NATOJOTHHM, YCTAHOBJIECHHE KIMHUYECKUX
O0COOCHHOCTEI HACJeICTBEHHON MaToJOTMM M OOBEKTUBHOIO CTaTyca MAaI[MeHTOB, OLEHKY
JTUAarHOCTHUYECKOM,  MPOTHOCTUYECKOM  ILIEHHOCTH  OOHApY)XKMBAa€MbIX  CHMIITOMOB U
MOP(OreHeTHYECKUX BApUAHTOB (MUKPOAHOMAJIUN Pa3BUTHS).
4. OBnazeHue MOAXOJAMHU M METOJAMH BBISBICHUS WHIMBUIOB C TOBBIIIEHHBIM PHCKOM
pa3BUTHS MYIbTU(HAKTOPUATILHBIX 3a00I€BaHUIA.
5. [IpuoOpereHue 3HaHUH 1 BBIPAOOTKA HABBIKOB TI0 JUATHOCTHKE HanOOJIee pacIpoCTPAaHCHHBIX
(dhopM HaCIIeICTBEHHOW MAaTOJIOTHH.
6. Ilonumanue 1eneld, 3HAHHME METOIOB M  BO3MOKHOCTEH MEIMKO-T€HETHYECKOTO
KOHCYJIbTUPOBAHUS, TPEHATATBHOW TUATHOCTHKH U MPOCEHBAIONINX (CKPUHUPYIOIIHX)
MPOTpaMM.
7. IloHumaHue 1eled U BO3MOXXHOCTEH COBPEMEHHBIX METOJOB ILIUTOT€HETUYECKOM,
OMOXUMHUYECKOU U MOJICKYJIIPHO-TEHETUUECKOU TUAarHOCTHKH.
8. 3HaHWEe TPUHIIUIIOB B3aUMOJEHCTBHS MEIUKO-TEHETUYECKOW CIYX OBl CO BCEMH CIy>KOamu
MPaKTUYECKOTO0 3/JPAaBOOXPAHEHUS U MTOKA3aHUM I OPTaHU3aIliU TOTOKA OOTHHBIX.

2. MecTo AUCHUILIMHBI B CTPYKTYpe OCHOBHOI po(ecCHOHAILHOM
o0paszoBarenbHoi nporpammsel (OITIOIT) opanHaTypbl
VYyeOnass pucnuminHa «l'eHeTuka» BXOAUT B 0a30Byro yacTh broka 1 «JlucuuminHel
(Monmynn)» yueOnoro rutana OITOII opaunaTyps! no cnenuansHocty 31.08.30 I'enerunka.

3. TpeOoBaHus K pe3yJibTATAM OCBOCHHSI JUCHUNIMHBI
3.1. KomnereHuuu opauHaropa, popMupyemblie B pe3yabTaTe 0CBOCHUS TN CIUIIIUHbBI
HucturuimHa «I'eHeTnka crnocoOcTByeT (HPOPMUPOBAHHUIO CIEAYIOIIUX KOMIIETEHIIMH,
npexycMmoTpeHHbIXx @I'OC opauHatypsl o cienanibHocTh 31.08.30 I'eneruka:
a) ynuBepcajbHble komnerenuun (YK):
— TOTOBHOCTH K a0CTPaKTHOMY MBIIUICHHIO, aHanu3y, cuate3y (YK-1);
0) npodeccuonanbubie komnerenuuu (IK):
— TOTOBHOCTb K OCYILECTBJICHHIO KOMIUIEKCA MEPONIPUATHIA, HANIPaBJIEHHBIX HA COXPaHEHUE
U YKpEIUICHHE 3/I0pPOBbsi M BKIIOYAONIMX B ceOs (HOpMUPOBAHHE 370pPOBOTO 00pasa
KHU3HH, TPEAYNPEeKICHIEC BO3HUKHOBEHUS U (WJIM) paclpoCTpaHEHHs 3a00JeBaHUH, UX
PaHHIOIO TUATHOCTHUKY, BBISIBJICHHE MPUYNH U YCIOBUN UX BO3HUKHOBEHUS U Pa3BUTHS, a
TaK)Ke HAMNpaBICHHBIX Ha YCTpPAaHEHHE BPEIHOIO BIMSHUS Ha 3]I0pOBbE YEJIOBEKa
dbaxTopoB cpeapl ero ooutanus (IMK-1);
— TOTOBHOCTb K  TPOBENEHUIO  NPOPUIAKTHMYECKHUX  MEIUIUHCKHX  OCMOTpOB,
JMCTIAaHCEPU3aIlMK M OCYIIECTBICHUIO nucnianceproro Habmonenus (IMK-2);
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TOTOBHOCTh K OIpPEACNCHUIO Yy MAlleHTOB MAaTOJOTUYECKUX COCTOSIHUN, CHMIITOMOB,
CUHAPOMOB 3a00JIeBaHU, HO30JOTUYECKUX (DOPM B COOTBETCTBUU C MEXKIyHAPOTHOM
CTAaTUCTUYECKOM Kiaccudukanuen 6oyie3Helt u nmpoodiem, cBsi3aHHbIX co 310poBbeM (ITK-
5);

TFOTOBHOCTh K BEICHHIO M JICUCHUIO MAIIMEHTOB C HACJIEICTBEHHBIMU 3a00JIEBaHUSMU
(ITK-6);

TOTOBHOCTb K OKa3aHUIO MenuKo-reneTndeckoit nomornu (IMK-7);

FOTOBHOCTh K MPUMEHEHUIO JICKAPCTBEHHOM, HEMEIWKAMEHTO3HON Tepanmuu U JPYrux
METOJIOB y MAIMEHTOB, HYXIAIOIIUXCS B MeauIMHCKOM peabmmuTanuu (ITK-9);
TOTOBHOCTB K (DOPMHUPOBAHHIO y HACETICHUS, TAIIICHTOB U YICHOB X CEMEH MOTHBAIIWH,
HAIPaBJIEHHOW Ha COXpaHEHHWE U YKpEIUICHHE CBOETr0 370pPOBbsi U 3/10pPOBbS
okpyxarommx (ITK-10).

3.2. Pe3yabTaThl 00y4eHUs 0 TUCHHUILINHE
B pe3ynbraTe 0CBOCHUS TUCIMILIHHBI OPIUHATOP JTOJIKCH:
3HaTh:

1.

2.

&

10.
11.
12.

13.
14.

15.

16.

OcoOeHHOCTH OpraHM3allMd TEeHOMa uesloBeKa U (OpMBI  €ro HM3MEHYHMBOCTH,
aCCOLIMHMPOBAHHBIE C PA3BUTHEM HACJIEJCTBEHHBIX 3a00JI€BaHU;
MonexkyJIapHO-T€HETHUECKHE OCHOBBI KJIFOUEBBIX MTPOLIECCOB PEANM3alui U COXPaHCHUS
HACJICJICTBEHHON MH(POpPMAauu (pEeTUTUKaIis, TPAHCKPHUIIINSA, CIUIAHCHHT, TPAHCIISINSA,
penapauus JIHK) u cBsi3b HapyleHUH TaHHBIX IPOLECCOB C pa3BUTHUEM HACIIEACTBEHHON
Y BPOXXJIECHHOMW MMAaTOJIOTUH;

Buasl u knaccupukanuio HOIMMOP(HBIX BapUaHTOB W THUIIOB MyTaluil B T'€HOME
YEJI0BEKa;

Knaccugukaiuto HaciaeICTBEHHBIX O0JIe3HEH;

OcHOBHbBIE KJIMHHYECKHE XapaKTEPUCTHMKU MOHOTEHHBIX, XPOMOCOMHBIX OoJe3Hel Hu
MHOT0()aKTOPHBIX 3a00JI€BaHUN C HACIIECTBEHHOM MPEPacOI0KEHHOCTHIO;

Tuns! HaceOBaHUSI IPH MOHOTE€HHOM, XpOMOCOMHON U MHOTO()aKTOPHON MATOJIOTUH;
ONUreHETUYECKUE OCHOBBI HACJIEICTBEHHOM U BPOKIECHHON IaTOJIOTUHY;
ITonymAMOHHO-TEHETUYECKUE OCHOBBI PACIpPOCTPAHEHHsI HACJIEICTBEHHOW MaTOJIOTHH,
HOHATHE 00 ATHOCTIENM(UYHBIX HACIIEICTBEHHBIX OOJIE3HSX;

Metonpl NpOQHUIAKTUKM HACIEACTBEHHBIX 3a00JIeBaHUH U BPOXKACHHBIX IOPOKOB
Pa3BUTHSL; MEPONIPHUATHSA 110 (POPMUPOBAHMIO 370POBOr0 00paza KU3HU; (PaKTOPbI PUCKa,
IIPOBOLIMPYIOLIME PA3BUTHE AaHOMAIMI PA3BUTH Yy YEIIOBEKA,;

[TpuHIMOBl qUcTIaHCepU3aMM OOJIBHBIX M WIEHOB MX CEeMEH B IpyIiax MOBBIIIEHHOTO
puCKa;

Bonpocsl aucnancepuzanuu OOJBHBIX M UX ceMell ¢ MHOrogakTOpHBIMH (hopMamu
3a0oJieBaHus

OcCHOBBI IPUMEHEHNUS CTATUCTUYECKOTO METO/IA B MEJUIIMHCKUX UCCIIEI0BAHUAX;
OcHoBHbI€ 0a3bl JAHHBIX O TEHETUYECKUX BapHaHTaxX B FTEHOME YEJIOBEKa;

[IpyHUMIIBI HMHTEpPIPETALUMN KIMHUYECKOW 3HAYUMOCTH TI'E€HETUYECKUX BApPUAHTOB U
INPUOPUTH3AIMM WX TE€HETHYECKOTO PHUCKA Yy MaIlMeHTOB C HACIEICTBEHHBIMHU
3a00JIeBaHUSIMU,

Knunnueckre 0coOEHHOCTH U MPUHIUIBI JUATHOCTUKHU HACJIEICTBEHHBIX 3a00JIeBaHUN U
BPOXKJICHHBIX IIOPDOKOB pa3BUTUsS Ha OCHOBE BIIAJEHUS CUHIPOMOJIOTUYECKUM,
(EHOTUNMHYECKUM, KIIMHUKO-T€HEaIOTHYeCKNM, JJAOOPATOPHBIMU ¥ MHCTPYMEHTAJIbHBIMU
METOJAMHU B YCIOBUAX MEIHUKO-TEHETUYECKOM KOHCYJIbTAlUU, IPUHLHUIBI NIPOBEACHUS
9KCHEPTU3bl YTpaTbl TPYAOCIOCOOHOCTH MpPH HACIEICTBEHHBIX 3a00JE€BAHUAX H
BPO’KJICHHBIX [IOPOKOB PA3BUTHS;

OcCHOBHBIE METO/IbI JTAOOPATOPHON TUArHOCTUKU HACJIEACTBEHHBIX 0OJIE€3HEH, OKa3aHUs
K MX IPUMEHEHHIO, BO3MOXXHOCTM M OrPAHUYEHHs B BBIABICHHUU I1aTOICHETUYECKU
3HAYUMBIX T€HETHYECKUX BapUAHTOB;



17.

18.

19.

20.

21.
22.
23.
24,
25.
26.
217.

28.

29.

30.

[TpuHIIMTIBI IeYEHUST U TAKTUKY BEJCHUS OOJBbHBIX C HACIEICTBEHHBIMHU 3a00JICBAaHUSIMU
¥ BPOXICHHBIMH IIOPOKAMHU PA3BUTHS

[Icuxoysoruyeckue ©  MOPAIbHO-DTHYECKHUE  IMPOOJEMBI  MEIUKO-T€HETHYECKOTO
KOHCYJIbTUPOBAHUS,  MPCHATAIBHOW  JUArHOCTUKA U MPEUMIUIAHTAI[MOHHOTO
T€HETUYECKOTO TECTUPOBAHUS.

Mertonbl pacdeTa TEHETHYECKOIO PHUCKA MPU PA3THYHBIX (OpMax HACIEICTBEHHBIX
3a00JIeBaHUH.

Teopernueckue OCHOBBI i1 TIPUHIIATIBI MPUMCHCHHUS JIEKapCTBEHHOM,
HEMEJMKAMEHTO3HOW Tepanmuyd W JPYTUX METOJIOB y IMAIMEHTOB C HACIEICTBEHHBIMU
3a00JICBaHUSIMHA U BPOXKJICHHBIMU MMOPOKAMHU PA3BUTHS, HYKIAIOMIMXCS B MEIUIIUHCKON
peadIMTalKM ¥ CAHATOPHO-KYPOPTHOM JICUCHHH;

Bo3MOXHOCTH M OTpaHUYECHUS METOJIOB NMPEHATAIBHON JTUAarHOCTUKUA HACIICCTBECHHBIX
3a001eBaHUM, BU/IbI IPEHATAIBLHOMN THarHOCTUKH;

Bo3MOXHOCTH ¥ OTpaHWYEHHS METOJOB IPEHUMIUIAHTAIMOHHOTO TE€HETHYECKOTO
TECTUPOBAHUS AHEYIUIOUAHM, CTPYKTYPHBIX IEPECTPOEK XPOMOCOM M MOHOTEHHBIX
MYyTalH;

MeTo1pl TPEKOHIEMITMOHHON MPO(UIAKTHKN HACIICICTBEHHBIX OOJIC3HEH;

MeTo1bl reHOTepaIiK HACICICTBEHHBIX 00JIC3HEH;

Teopernueckre OCHOBBI, NEPCIEKTUBBI M OTrPAHUYEHUS TPUMCHEHHS TEXHOJIOTUI
PEAAKTUPOBAHUS T€HOMA JUIS JICUCHHSI HACJICICTBEHHBIX 0OJIC3HEH;

Teopernueckne OCHOBBI NPEIU3UMOHHONM W TApreTHOHW Tepamuu HaCJEICTBEHHBIX
0oJIe3HEN;

[TpuHIMIBI OpraHU3allM ¥ YPOBHH MEAMKO-TEHETHUYeCKOH ciyxkObl B Poccuiickoit
denepannu;

MeTtoasl opmHupoBaHUS y HACENEHHUS, MAlMEHTOB M YICHOB UX CEeMel MOTHBAIH,
HANPaBJICHHOW Ha COXPAaHCHWE W YKPEIUICHHE CBOCTO 370POBbS W  3JI0POBBS
OKPYXKAIOIIHX;

MeTouKkn, TO3BOJISIONINE BBISIBIATH BIMSHAE (AKTOPOB OKPYXKAIOIICH Cpelbl Ha
3/I0pOBbE HACENIEHUS WM OTMIEIBHBIX €T0 TPy,

[TpaBOBBIE OCHOBBI JICATEIIHHOCTH Bpada-TeHETHUKA; IMMOPSIOK B3aMMOJICHCTBUS C IPYTUMHU
BpauaMu-CHeHaTUCTaMH

YMmern:

1.

N

[TpuMeHsTh METOJBI MPEIYNPEKICHUS HACIEACTBEHHBIX 3a00JeBaHUI U BPOXKIECHHBIX
MOPOKOB pa3BUTHs (NEpBUYHAS, BTOPUYHAS U TPETUYHAs TPO(HIAKTHKA); TPOBOIUTH
MEPOTPHSTHS 110 GOPMUPOBAHUIO 3I0POBOTO 00pa3a KU3HU;

BBISIBIIATH (DAKTOPHI PUCKA, TPOBOLUPYIONINX PA3BUTHE AaHOMAIMH Pa3BUTHSA Y YETIOBEKA
[Tomryuats nHGOpPMAIHIO 0 OOMBHBIX M 3I0POBBIX WICHAX CEMbU HAa OCHOBAHUU JIMYHOTO
OCMOTpa WM HMEIONIUXCS MEIUIMHCKUX JOKYMEHTOB, HAJIMYMs XapaKTEPHBIX KajIo0
o0cienyemMpIX, YTOYHEHHsSI OCOOCHHOCTEH aHAaTOMHYECKOTO, aHTEHATalbHOTO, PAHHETO
HEOHATAJIbHOTO, TOCTHATAJIBHOTO IEPUOJ0B

[TpoBOANTH TUATHOCTHKY, B T.4. Tu(depeHInansHyo, HacIeACTBEHHBIX 3a00JIeBaHUN 1
BPOXJEHHBIX TOPOKOB PpPa3BUTHUA Ha OCHOBE BIAJEHUS CUHIPOMOJIOTHYECKHUM,
(EeHOTUITNYECKUM, KJIMHUKO-TEHEAIOTHYECKUM, TA00PATOPHBIMU U HHCTPYMEHTATbHBIMU
METOJIaMH B YCJIOBHSIX MEIUKO-TEHETHYECKOW KOHCYJbTAIMU, MPOBOAUTH DKCHEPTU3Y
yTpaThl TPYAOCHOCOOHOCTH TIpH HACIEACTBEHHBIX 3a00JIEBAaHUSAX U BPOXKICHHBIX
MOPOKax pa3BUTHUSA

BriOupars TakTUKy BEACHHS W TMPOBOAUTH JiedeHHWE OOJBHBIX C HACIEACTBCHHBIMU
3a00/ICBaHUSIMA W BPOXKJICHHBIMH TOPOKAMH Pa3BUTHUS B  YCIOBHSIX MEIUKO-
TEHETHYECKON KOHCYJIbTALIUU

N3o00pa3uth pomocnoBHyto. [IpuMeHHTH aleKBaTHBIE METOJbI pacyeTa MOBTOPHOTO
T€HETHYECKOI'0 PUCKa.



7.

8.

10.

[TpoBectu nuddepeHaTBbHYI0 TUATHOCTHKY, YCTAaHOBUTH MPEIBAPUTENbHBIM JAMAarHO3.
OueHUuTb pe3ynbTaThl JOMOIHUTEIBHBIX METOJ0B UCCIICIOBAHUS.

[IpaBUJIbHO NPUMEHSATH JIEKAPCTBEHHYIO, HEMEIMKAMEHTO3HYIO TEpanui0 W Jpyrue
METOJIbI Y MAIMEHTOB C HACIECACTBEHHBIMH 3a00JICBAaHUSIMA U BPOKICHHBIMU TTOPOKAMH
pa3BUTHA, HYXKIAIOUIMXCA B MEAMIIMHCKOW peabuiuTallMd W CAHATOPHO-KYpPOPTHOM
JICYCHU U

Ha »Ttame MenuMKoO-TeHETUYECKOTr0 KOHCYIbTHPOBAaHUS (OpPMHUPOBATH Yy HacCEICHHUS,
MalMeHTOB W YICHOB HMX CEMEH MOTHBAIMIO, HANpaBICHHYI0 HAa COXpPAaHEHUE U
YKpPEIJIEHUE CBOETO 3/I0POBbS U 3/I0POBbS OKPYKAIOIINUX

[TpoBomuTh AUQPEepeHInATHHYIO JUATHOCTHKY, COCTABICHHUE TIPOTOKOJIOB HCCIICIOBAHUS,
bopmynupoBaHreM 1 000CHOBAaHHEM MEIUKO-TEHETHUECKHUX 3aKJIIOUYEHUI; OPraHu30BaTh
IKCTIEPTU3Y TPYAOCTIOCOOHOCTH OOJBHBIX ¢ HACIEICTBEHHBIMH 3a00JI€BaAHUSAM

Baagern:

1.
2.

oo

10.

11.
12.

13.

14.

15.

Mertononorueii GopMHPOBAHHSI 3J0POBOTO 00pa3a KU3HH;

Metononorueii  mpeAynpexaeHUs pa3BUTUA  HACJIEACTBEHHBIX  3a00yeBaHMI U
BPOXIACHHBIX IIOPOKOB pPa3BUTHUA; MeTOI[I/IKOﬁ BBISIBJICHUA q)aKTOpOB PHUCKa,
MPOBOIUPYIONINX Pa3BUTHE aHOMAIIUN Pa3BUTHUS Y YETIOBEKA,;

HaBbikom npoBecTy JUCHaHCEPU3ALMIO BBISIBICHHBIX OOJIbHBIX C HACIEACTBEHHBIMU

3a00JI€BaHUSAMH, C MYJIbTU()AKTOPUAIBHBIMU 3200JI€BAHUSAMY,
[IpuHnmIIaMu NpoBeAEHUS HKCIIEPTU3bI BPEMEHHOM U CTOMKOM yTpaThl
TPYIOCIIOCOOHOCTH

OcHOBaMU MPUMEHEHHS CTATUCTUYECKOIO0 METO/1a B MEJIUIIMHCKUX UCCIICI0BaHUSAX.
MeTtonionorueli MOCTAaHOBKM JIMAarHO3a HACJIEICTBEHHBIX 3a00JIEBaHUM M BPOXKICHHBIX
nopokoB pa3Butus (¢ yderom MKDB) Ha oCHOBe BIageHUS CHHIPOMOIOTUYECKUM,
(EHOTUTTUYECKUM, KIIMHUKO-TEHEAIOTUUECKUM, JIJA0OPATOPHBIMH U HHCTPYMEHTAJIbHBIMHU
METOJJaMH B YCJIOBHUAX MEIUKO-TEHETHUYECKOM KOHCYJbTALMU, METOJUKON IPOBEICHUS
OKCIIEPTU3Bl yTpPaThl TPYIAOCIOCOOHOCTH TIPH HACJICACTBEHHBIX 3a00JICBaHUSX U
BPOXJEHHBIX TOPOKAX Pa3BUTHUSA

TakTukKoi BeneHUsS W METOJOJOTHEH BBIOOpa Tepanuu OOJIBHBIM C HACIEICTBEHHBIMU
3a00JIeBaHUSMH ¥ BPOXKJIEHHBIMA TIOPOKAMH pPa3BUTHUS B YCJIOBHSIX MEJIUKO-
T€HETHYECKON KOHCYIbTALINU

MeToauKo#i COCTaBIECHUS POJOCIOBHOM.

Meroaukoii pacdyera TEHETHMYECKOTrO pHCKa IpU  MOHOT€HHOW, XPOMOCOMHOI,
MyIbTU(AKTOPHATEHON MAaTOIOTHH.

HaBpikoM mpoBeneHus  yriayOJE€HHOTO  KIMHHUYECKOTO OCMOTpa  OONBHOTO €
HaCJIeICTBEHHOM MaTOJOTHEH.

[Ipuemamu u crmoco0aMu UCTIOIB30BAHKS MHANBUAYATBHBIX CPEACTB 3alUThI
MetonukaMu TNPUMEHEHHUS JIEKAPCTBEHHOM, HEMEAMKAMEHTO3HOM Tepanuu U JIPYrux
METO/IOB y TIAIIMEHTOB C HACIIEJCTBEHHBIMHU 3a00JIEBAHUSIMU U BPOXKIEHHBIMU TTOPOKAMU
pa3BUTHSA, HYXKIAIOUIMXCA B MEAMIIMHCKOW peabUIUTAllMM W CAHATOPHO-KYPOPTHOM
JICUCHUH

Mertononorueld GOpMUPOBAaHUS y HACEJICHUS, NAIlMEHTOB U UJICHOB UX ceMel
MOTHBAIMH, HAMPABJICHHON HAa COXPAHEHUE U YKPEIUIEHUE CBOETO 3JJ0POBbS U 310POBbS
OKpY>KaroIIHX

Mertonamu pacyeTa U aHajau3a OCHOBHBIX IMOKAa3aTesIe 3J0pOBbsl HACEICHUS JI OLICHKHU
370pOBbSl HACEJIEHUs], IUIAHUPOBAHUSA JECATEIBHOCTH MEJAULMHCKUX YUPEKICHUN U
000CHOBaHUS Pa3IMYHBIX [EJEBBIX MPOTPAMM IO OXpaHe OOIECTBEHHOTO 3/I0POBbSI.
Benennem MeIMIIMHCKON YYETHO-OTYETHOM JOKYMEHTAMU B MEIUKO-TEHETHYECKHX
YUPEXKIACHUSAX;



16. IlpoBenennem  auddepeHInaNTbHON  JUATHOCTUKH,  COCTABJICHHEM
HCCIIENOBAHU, dbopMmynupoBaHHEM W OOOCHOBaHUEM
3aKJIFOYECHUH.

4. TpyaoeMKOCTb JUCHUTLIHHBI
OO01mas TpyA0eMKOCTh JUCIUILIINHBI cocTaBiseT 28 3auerHbie equHuIbl, 1008 yacos.

MIPOTOKOJIOB

MCIUKO-TCHECTUYCCKUX

TpyaoemkocThb KoauyecTBo yacoB
O6mas 1008
OO6s3aTenpHas ayJUTOPHAs 756
B TOM YHCIIE:
Jlexrn 76
[IpakTryeckue 3aHATHS 680
CamocrosiTenbHas padoTa 252

Bup npomexyTouyHoil arTectanuu

3a4eT C OLIEHKOM

5. CTpyKTypa M cojep:KaHue TUCHUIIMHBI
5.1. Buabl yue6Hoii padoThl

KosuecTBo 4acoB 10 BHaM 3aHSATHH, YaCOB
Pazniensl (TeMBbI) AUCITUITIIHHEIL
 r— [paktiyeckue | CamocrosTens
3aHATUS Has paboTa
Paznen 1 «Mcropusi pa3BUTHS M CTAHOBJIEHHSI TeHETHKHN KaK - 4 6
HAYKH»
Tema | «McTopust pa3BUTHS T€HETHUECKUX UIEH) - 4 6
Pasnen 2 «MoJieKyJIsipHbI€ OCHOBbI HACJI€ICTBEHHOCTH) 4 20 10
Tema | «OcHOBHBIE TeHETHUECKHUE MPOLIECCHI — PEIUIHKAIIHS, 2 10 5
TPaHCKPHIILIMSL, TPAHCIISIMS, PEKOMOMHALINS, perapalus)
Tema 2 «CTpyKTypa ¥ QYHKIIMH HYKJICHHOBBIX KHCIIOT) 2 10 5
Pasnen 3 «Ilutosiornyeckue OCHOBBI HACJIEICTBEHHOCTH» 8 16 20
Tema | «KIiIeTOYHBIHN UK U €T0 PeryIsiysy» 2 4 5
Tema 2 «HaKkTHBAIMSI X-XPOMOCOMBD) 2 4 5
Tema 3 «CoBpeMeHHbIE TIPEJICTABICHHUS O HOPMAILHOM 2 4 5
KapUOTHIIE YEJIOBEKa
Tema 4 «OcHOBHBIE TATOT€HETHYECKHE MEXaHU3MBI 2 4 5
BO3HHMKHOBEHHSI XPOMOCOMHO# aTOJIOTHUY
Paznen 4 «'eHbI M IPU3HAKH» 2 20 20
Tema | «@eHOMEHOIOTHS IPOSIBICHHSI TCHOBY 2 - -
Tema 2 «3aKoHbI Iepeaudl HacIeICTBEHHBIX IPU3HAKOB) - 5 5
Tema 3 «B3aumopelcTBIe HeaJIeIbHBIX T€HOBY - 5 5
Tema 4 «B3auMojelicTBIE TeHOTHIIA U cpebl B (POPMHUPOBAHUH - 5 5
MPU3HAKOBY
Tema 5 «MexaHU3MBI PETYJISIIMU T€HHOM IKCIIPECCUNY - 5 5
Pazgen S «3MeHUNBOCTBY» 2 20 10
Tema 1 «BpoxaeHHbIe HOPOKU Pa3BUTUS: TPYIHOCTH 2 - -
JIMarHOCTHKI»
Tema 2 «Teparorenesy - 10 5
Tema 3 «MyTaliioHHas U3BMEHYUBOCTH) - 10 5
Pasnea 6 «XpoMocomMHblIe H0JIE3HU» 12 80 30
Tema 1 «O0mas xapakTepuCTHKa XpPOMOCOMHOM IATOJIOTHI) 2 10 4
Tema 2 «KnnHuKO-IUTOT€HETHYECKAs XapaKTEPUCTHKA 2 10 4
CHHJIPOMOB, CBS3aHHBIX C YHCJIOBEIMU aHOMAIMSIMU XPOMOCOM»
Tema 3 «KnuHUKO-TUTOT€HETUYECKAS XapaKTEPUCTHUKA 2 25 8
CHHJIPOMOB, CBSI3aHHBIX CO CTPYKTYpPHBIMHA aHOMAJIUSIMU
XPOMOCOM)
Tema 4 «KnuHuKo-UTOreHeTUYECKAs XapaKTEPUCTHUKA 2 15 5
CHHIPOMOB, CBS3aHHBIX C MUKPOCTPYKTYPHBIMH II€PECTPOHKaMu
KapuOoTHIa»
Tema 5 «bojIe3HM TEHOMHOTO HMIPHHTHHI A 2 10 5




Tema 6 «KnuHuKO-IUTOreHETUYECKAs XapaKTEPUCTHUKA 2 10 4
CHHJIPOMOB, 00YCJIOBJIEHHBIX XPOMOCOMHOH HECTa0MJIbHOCTHIO

Paznen 7 «MoHorennbie GopMbI HAC/IEACTBEHHBIX 00J1€3HEl 30 239 80
Tema 1 «HacnencTBeHHble O01€3HN 0OMEHA) 4 36 6
Tema 2 «Hapymenus sHepreTHdeckoro ooMeHa B 2 20 6
MHUTOXOH/IPHSIX)»

Tema 3 «JIu3ocomHble OosIe3HI» 2 20 6
Tema 4 «IlepokcucoMHbIe OOIE3HI» 2 20 6
Tema 5 «Hapymenuns B cucteMe MEMOPaHHOT'O TPAHCIIOPTa» - 20 6
Tema 6 «MyKOBUCIINI03 — TATOTEHE3, KIWHHUKA, TUArHOCTHKA, 2 - -
JICYCHUE, CKPUHHUHT»

Tema 7 «Kumeunsle Aucaxapyuo3by - 12 6
Tema 8 «/InarHocTnueckoe 3Ha4eHHE TEHOB 2 - -
NPEPACIONOKEHHOCTH K TPOMOO(DHITHN»

Tema 9 «Hapymenust pyHKUNMU KPOBU M KPOBETBOPHOM TKaHM » - 20 6
Tema 10 «HacneactBeHHbIE MMMYHOIE(DUIIMTHI» 4 21 6
Tema 11 «HacneacrBeHHble 00JI€3HU COSIMHUTEILHON TKaHI» 4 20 6
Tema 12 «MoHOTeHHBIE (OPMBI 3TT0KAYECTBEHHBIX 2 20 6
3a00JIeBaHA

Tema 13 «['eHeTHKa B JepMaTOJIOTUN» 2 - -
Tema 14 «CucteMHBIe 3a00JI€BaHUS CKEIICTa)» 2 - -
Tema 15 «XapakrepucTrka HaCIIEACTBEHHBIX CHHIPOMOB B - 20 15
3aBUCUMOCTH OT NPEHMYIIECTBEHHOTO IIOPaYKCHHSI CUCTEMBI U

OPraHoBY

Tema 16 «JleueHne HaCIeICTBEHHBIX 3a00JICBAHAI 2 10 5
Pasnen 8 «boJie3Hn ¢ HacJaeACTBEHHBIM 4 50 20
MpeAPACIOI0KeHHEM»

Tema | «['eHeTnka MynbTH(HAKTOPHATIHHBIX 3200ICBAHUIN» 4 - -
Tema 2 «O0mas xapakreprcTuka 00Je3HeH ¢ HacIeICTBCHHBIM - 20 8
HpeapacioNOKESHHEM»

Tema 3 «MeToguyecKkue moxo/bl FeHETHYECKOTrO aHaIn3a - 15 6
0oJie3Hel ¢ HACJIeICTBEHHBIM IIPEIPACIIONIOKEHUEM)

Tema 4 «Meauko-TeHeTHIECKOE KOHCYIbTHPOBAHUE, - 15 6
JCraHcepu3anys, npoduiakTiuka 6oye3Heil ¢ HacaeJCTBEHHBIM

MPeIPACIIONIOKEHUEM

Paznen 9 «IIpoduaakTuka HacJeACTBEHHBIX 0oJie3Hei» 8 140 40
Tema 1 «YpoBHM NPOGUIAKTHKN HACIIECTBEHHOH 1 - 20 6
BpPOX/ICHHOM MaTOJIOTHUN)

Tema 2 «MeIMKO-TeHETUUECKOE KOHCYJIbTHPOBAHUE 2 30 8
Tema 3 « MOHUTOPHHT BPOXKIACHHBIX AaHOMAJIHHA Pa3BUTHUS» - 20 6
Tema 4 «IlepuxoHIENIIMOHHAS TPO(HUITAKTHKA» 2 20 6
Tema 5 «IIpeHaTasbHas JUArHOCTUKA» 2 30 8
Tema 6 «HeoHaTanbHBINM CKPUHUHTY 2 20 6
Pasnen 10 «JIaGopaTopHble MeTOABI AUATHOCTHKH» 6 89 16
Tema 1 «IluTOreHETHYECKHE METOIBI AUATHOCTHKH 2 30 5
XPOMOCOMHBIX 00JIE3HEN

Tema 2 «broxXuMHUEeCKHE METOIbI JUArHOCTUKHU 2 29 5
HAacJIEeJICTBEHHBIX O0JIe3HEW»

Tema 3 «/IHK-nuaraocTrka HaclieICTBEHHBIX OOJIC3HEH» 2 30 6
3ayer ¢ oneHKoi - 2 -
Hroro 76 680 252

5.2. Conep:xanue TUCHUNIHHBI

Pazgen 1 «cropusi pa3sBUTHS M CTAHOBJICHUS TeHETUKH KAK HAYKH»

Hcropus pa3Butus reHeTMYeCcKUX uaeu. Mcropust pa3sBUTHA TOMEHICIEBCKON T'€HETHUKHU.
Hcropust pa3BUTHS T€HETUKH TIOCIE€ OTKpPBITHUS 3akOoHOB Mennensa. Hceropus paszBuTus
MEIUIMHCKON reHeTukn B Poccuun. HampaBiieHue wuccienoBaHUd B COBPEMEHHOM TIE€HETHKE
YeJI0BeKa.

Pa3nen 2 «MoJiekyJsipHbIe OCHOBBI HACJIEACTBEHHOCTI)



Permukamus JIHK: ocHoBHble mpunnumnel, Mexanusm, JJHK-moaumepassl u ¢pepmeHTHBIC
komIiuiekebl  perumkanuu.  Tpanckpunuus [JHK: ocHoBHbie artanbl, PHK-nmomumepassl,
TpaHckpunuuoHHbie (axktopsl. HacnencrtBennsie 3a60s1eBaHusi, 00yCIOBIEHHbIE HAPYIICHUSIMU
tpanckpunuun JIHK. IIpoueccunr PHK: xsnupoBanue, nojivaaeHUIMPOBAHUE, CIUIAMCHHT,
aJbTepHATUBHBIA crutaiicunr, penaktupoBanne MPHK. Tpancnsums MPHK. CpoiicTBa
reHeTudeckoro koxa. Ctpykrypa u ¢yHkiun pudocom. OCHOBHBIC 3Tanbl OMOCHHTE3a Oelka.
HacnenctBennsie  3aboseBaHusi, OOyCIOBIIEHHble  HapymieHusMmu  TpaHcisauuu  PHK.
PexombOunamus JJHK. Moaens Xomuaes, MOJIEKyJISpHbIE OCHOBBI KPOCCHUHTOBepa. Pemaparnus
JHK. OOmme npuHIMIB penapanyyd OJHOIEIOYCYHBIX W JABYXIECTIOYEYHBIX TOBPEKICHUN
JHK. OcHoBHBIE penapalMoOHHBbIE CUCTEMBI. HacneJacTBEHHBIE CHHIPOMBI, OOYCIIOBJICHHBIE
HapymeHusamu penapanuu JHK.

Crpoenne u ¢yakmuu JIHK. Xwumungecknii coctas JHK. IlpuHmumsl cTpyKTypHO#H
opranmszaiuu  JIHK. [IlepBuunasi, BropuuHas u TperuuyHas crtpykrypa JIHK.Ypouu
kommaktuzanuu JIHK. ®ynkiuu JJHK. [lonstne o XxpomMaTHHOBBIX OO0JIE3HSAX, KaK O KJacce
HACJICJICTBEHHBIX 3a00JeBaHMil, O0OYCIOBIECHHBIX HApPYIICHUEM CTPYKTYPHO-(QYHKIIMOHATHHON
OopraHuM3anuu xpomaTtuHa. [Ipumepbl XpoMaTHHOBBIX Ooje3Hed. PHOOHYKIEHMHOBBIE KHCIOTHI.
OcobenHoctu uX xuMHuYeckoro cocrama. [Ipunuunel opranumzanmuu PHK. Mudbopmanuonnsie,
tpancnoptaeie 1 pubocomubie PHK, ux opranmzamus u ¢yskumu. Mansie PHK. Tlonstre o
PHK-unTepdepenimm.

Paznen 3 «l{uTo/10ru4ecKkue 0CHOBbI HACIEACTBEHHOCTH

[Mutonoruss sngpa. Ero mnpeoOpazoBaHuss B IKU3HEHHOM [HKJIE. XPOMOCOMBI H
XPOMOCOMHBIM HaOoOp; OCHOBHBIE MOHATUSA. CBS3b MEXIy I[OBEJIEHUEM XPOMOCOM U
pacupeneneHueM MPU3HAKOB — OCHOBA XPOMOCOMHOM TEOPUM HACIEACTBEHHOCTH. MHTO3, €ro
¢da3pl, Ouonorndeckuid cMeici. Meiio3, ero ¢asbl, Ononorudeckuii cmeici. L{uronornyeckue u
MOJIEKYJISIPHBIE OCHOBBI KPOCCHHTOBepa. MeXaHH3Mbl TE€HETUYECKOM pEeKOMOMHAlUU B
raMeToreHese

Mopdornornueckne 0coOEHHOCTH MeTada3HbIX XpOMOCOM — JUIMHA, JIOKaJTU3aIus
HEeHTpOMephl, Japyrue mopdonorudeckue mnpuzHaku. [Ipuniuner ymakoBku JIHK-Gemok B
coctaBe XxpomaTuHa. [IoHSATHE HYKIIEOCOMHOW OpraHu3aluyd XpoMaTWHOBOM HUTH. [loHsTHE O
IIPOIOJIBHOU CTPYKTYpPHO-()yHKIIMOHAJIbHOM ¢ depeHIIMPOBAaHHOCTH XPOMOCOM.
['etepoxpomaTuH U 3yxpomatuH. OO0111e010I0rMYeCKH U TEHETUYECKHI CMBICI ATHX MOHATHH.

[TonsiTue 00 ayTocomMax U TMOJIOBBIX XpoMocoMax. @PeHoMeH X-XpOMOCOMHOMN
WHAKTUBALlMU, €r0 MEXaHW3MBbl, OMOJOTUYECKHI CMBICT M KIMHUYECKHE acrekTol. Pomp Y-
XpPOMOCOMBI B JIETEPMUHALIMM TI0JIa TO MYXCKomy THMy. Oddexts muddepeHnnanbHoro
OKpAaIlIMBaHUS XPOMOCOM KakK OTpa’keHHe UX JMHEHHOH muddepeniupoannoctu (Q-, G-, C-
OKpalllMBaHus)

Mexanu3mbl,  OOYCIIOBIHMBAIOIINE  KOJNWYECTBEHHBIE  TEPECTPONKH  KapUOTHIIA.
MutoTndyeckiue HEpacXOKIEHHsl XpoOMOCOM B Ipolrecce raMmeroreHesa. llonarue o
XpOMOCOMHOM Mo3auiusMe. [loHaTun o nomumuionauM W aHeymiaouauu. MelioTnueckue
HEPACXOXKIEHUs XPOMOCOM B Ipollecce TaMmeroreHeza. HepacxoxaeHue mpocTele U
nocjenoBaTeNbHble, TEepBUYHbIE U BTOpUYHbIe. [loHsATHE 00 OJHOPOAMTENHCOM IUCOMHH,
MEXaHHU3MBbl €€ BO3HMKHOBEHHUS. MeXaHU3Mbl, 00YCIOBIUBAIOLINE CTPYKTYpPHBIE MEPECTPOUKHU
kapuotumna. Jlenenuu (Konblia, NULIEHTPUKN) U TYMIUKAIMKA KaK CTPYKTYpHBIE MEPECTPOUKH,
CBsI3aHHBIE C TUcOaaHCOM KJIeTKU. IHBepcHM — MeXaHHU3Mbl MX BOZHUKHOBEHUS. TpaHciokanuu
— pPEUMIpPOKHBbIE, HEPEIMIIPOKHbIC, TaHAEMHBIE, IUIEHTpUUecKue, PobGepTcoHOBckHe, UX
MexaHu3Mbl. 130XpoMOCOMBI — MEXaHU3MbI UX BO3HUKHOBEHHUS. OCOOEHHOCTH raMeToreHesa y
HOCHTENICH cOATaHCUPOBAHHBIX CTPYKTYPHBIX MEPECTPOCK KapUOTHIIA.

Paznen 4 «I'eHbl M IpU3HAKW»

MoHo-, nu- u nonuruOpuaHOe ckpeniuBaHue. [IpuMepbl TOMHUHAHTHBIX U PELECCUBHBIX
NPU3HAKOB y 4enoBeka. CHENIeHHOE HaclelOBaHUE NPU3HAKOB M MAapKepoB. ['pymmbl
cuerieHus. ['eHeTnYecKkrue MapKepbl, UCIIOJIb3yeMbIe JIs aHaJIU3a CUerieHus. Paznuunbie TUITBI
NOJMMOP(HBIX MapKepoB, HCHOJb3yeMble MJisi KapTHPOBAaHUS M KIOHUPOBAHUS T'€HOB.
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['eneTndeckue, XpOMOCOMHBIE U (u3HUeckue KapThl. KapTupoBanue TeHOB. MeToabl
IIOCTPOEHHUS pa3iIMuHbIX KapT. KioHupoBaHue reHoB. MeToabl KJIOHHPOBAHUS I'€HOB. AHaIN3
MUKpOCATENIMTHOTO NoauMopdu3Ma B ceMbsiXx. XpOMOCOMHOE orpeneieHue noiua. [lpusnaxwy,
CLICIIJICHHBIE C ITOJIOM.

B3aumopeiicTBue HeauienbHbIX reHoB. KoMiuieMeHTapHoCTh. Onucras. [lonumepus. I'enst
— MOAU(UKATOPHI.

B3aumopeiictBue reHoTuna u cpenbl B GOPMUPOBAHUU IMPHU3HAKOB. [leHeTpaHTHOCTH U
sKcIpecCcuBHOCTB. [Ineriorponus. I'enokonuu. deHokonuu.

['eneTnyeckass peryyslus SKCIOPECCHUM TI'€HOB. OIHMICHETUYECKAsl PEryisiuus TE€HHOU
skcnpeccun. Merunuposanue JJHK- onuH U3 MEXaHM3MOB SIIUT€HETUYECKON PETYIISLUU TeHHOU
3KCHPECCHH.

Pazgea S «I3MeHYHUBOCTH)

TepMUHAUMOHHBIM TepaTOreHHbI mepuoa. MexaHuzmbl TepartoreHe3a. (OCHOBHBIE
TeparoreHHble  (aktopel. Dusmueckme. Xumuyeckue. buonormueckme. KimHmueckue
MPOSIBIICHUS JIEUCTBUSA TepaTOreHHBIX (akTopoB. OmubOku MopdoreHesa: MOPOK pa3BUTHS,
JU3pynuus, Auciiasus, jAepopmanus. MexayHapoaHas Kiaccu(UKamus — BPOXKIAECHHBIX
aHomanuii 1o nepecmotpa BO3. Knaccudukanus BpoKIEHHBIX aHOMAJIUNA B 3aBUCUMOCTH OT:
OObekTa BO3ACHCTBHS BpEOHBIX (DAKTOPOB: TrameTo-, Osacto-, 3MOpuo-, deronaruu.
[locnenoBarenbHOCTH BO3JAEHCTBUS: TNEPBUYHOE U BTOpPUYHOE. PacnpocTpaHEHHOCTH B
OpraHu3Me: U30JIMPOBAHHBIE, CUCTEMHBIE, MHOKECTBEHHBIE.

Myranuonsass u3MeH4UBOCTh. OTnuyme myTanuii ot moiaumopdubeix BapuantoB JIHK.
IIpyuvHBl BO3HMKHOBEHMsSI MYTallMd pa3IM4yHOro Tuma. Pa3jauyHble TUIBI MyTalui.
Knaccudukanusa myranuil. I'eHHbIe MyTaliuu, MOJEKYJISIpHbIE MEXAHU3MbI UX BO3HUKHOBEHUSI.
3aMeHbl Tap OCHOBAHMM, THUIIBI HYKJICOTUAHBIX 3aMeH. J[leneuuu. BcraBku (MHCcepuum).
WuBepcun. ymnukanuu. IloHsTHe AMHAMUYECKOM MyTalMM M HpeMyTanuu. 3aboseBaHus,
OOyCIIOBJICHHbIE ~ DKCIIAHCHEH  TPUHYKJICOTUIHBIX MNOBTOpPOB. [loHATHE  aHTHIENALUU.
MonekynsapHple MEXaHU3Mbl OKCIIAHCUM TPHUHYKJICOTUIHBIX IOBTOPOB. XPOMOCOMHBIE
abeppauuu  (CTPYKTYpHbIE  MEPECTPOMKH  XpOMOCOM), MEXaHU3Mbl  MPOMCXOXKJIEHUS,
(eHoTUNHYEeCKHE MPOSIBICHUS, 3BOJIONMOHHOE 3HadeHHWe. ['eHOMHble MyTaluM (YUCIOBBIE
AQHOMAJIMM), MEXaHU3Mbl UX BO3HUKHOBEHHUS, (peHoTHnuueckue mnposiBiaeHus. Knaccuduxamus
MyTauuid 1o ux Jokanuszanuu. ComaTudeckue MyTanuu. ['epMHHATHBHBIE MYTAallUU.
CnonTanHblii MyTarenes. @akTopsl, IPUBOAIINE K BOSHUKHOBEHHIO CIIOHTAaHHBIX MYyTAallUd y
yejgoBeka. MeTojbl OmnpeieseHHs CIIOHTAHHBIX MYyTalMi (JOMUHAHTHBIX, PELECCHBHBIX, X-
cueruieHHbIX). IlpsiMble M KOCBEHHBIE METOJbl OMpeAeNeHus MyTanuil. PaauannoHHbIN
MyTareHe3. OCHOBHBIE MEXAaHWU3Mbl BO3HMKHOBEHMS MyTalMil Npu JAEUCTBUM paaualliu.
3aBucuMocTh d(ddexTa OT BHAA paguanuu, 10361 U MOIIHOCTU. [IpobieMa reHeTHdecKux
NOCJEACTBUM JeicTBUA panuanuu Ha 4venoBeka. Pemaparnus JIHK, depmenTsl pecTpukium,
Monupukanus. PenapatuBHble cucTeMBbl, JIe(EKTbl CHCTEMbl pernapanuud. XUMHUYECKUIl
myrarene3. Knaccuduxauus myrareHoB. MosnekynsipHble MEXaHU3MBl JEHCTBHS XMMUYECKHUX
COETMHEHUI Ha F€HOM 4YeJIOBeKa (JIEKapCTBEHHBIX BEIECTB, MUILIEBLIX J00ABOK, MIPUMEHSIEMBIX
B INIPOM3BOJICTBEHHBIX YCIOBUSX U B ObITY). buonornyeckue Qaxropbl myrareHe3a. Bupycol.
Toxcuupl. Bakmuubl. MyTrareHHO€ BO3JEHCTBHE YIBTPApHUOJIETOBBIX JIyded. MexaHusm
NOBPEXJAIOIIEr0  JEHCTBUS  TE€HETHYECKUX  CTPYKTYp  yAbTPaQHUOJETOBBIMH  Jy4aMHu.
PenapannonHple MeXaHU3Mbl TpPH  yIbTpapHOJIETOBOM THOBpexaeHUU ((oTopeakTuBanus,
TEMHOBasi penaparus). MexaHU3Mbl BO3HHKHOBEHUS MyTallMid Tpu  YyIbTPagHOIETOBOM
oOnyyeHnun.  3a0ofieBaHUs,  CBSI3aHHBIE  C  TOBBIIIEHHOW  YYBCTBUTEIBHOCTBIO K
yabTpaduoaeToBOMy 0OIydeHuio. BriusHue ynbTpaduoneToBoro oOiyueHHs Ha HUMMYHHYIO
cucteMmy uesnoBeka. [IporpaMMbl U METOIBI TECTHUPOBaHUS (PAKTOPOB cpella Ha MYTareHHOCTb.
Onenka reHeTMYeckHX mociueacTBuil. IIporpaMMbl MaccoBOro CKpUHMHIAa XHMHUYECKHUX
coequHenuil. IlonmHas mnporpamma TecthupoBaHud. IIpaBuna SKCTpamoyiAlUU PE3yJIbTATOB,
MOJyYCHHBIX Ha OMOJIOTHUECKUX O0OBEKTaX, Ha yenoBeke. [IpHHIMIBI MEIUKO-TEHETHYECKOTO
KOHCYJIbTUPOBAHHUSI IPU MyTareHHbIX BO3/IEHCTBUSIX.
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Pazgean 6 «XpomocomMHbIe 00JI€3HI)

Ornpenernenue MOHSTHUSA XPOMOCOMHBIX 0one3Hei, ux KJIacCH(UKaIus,
pacupoCTPaHEHHOCTh B HOMYJSIUsAX. DakTophl, BAUAIOMIME HA BOBHUKHOBEHHUE XPOMOCOMHOM
narosioru. I'enotun. Bozpact. Ilon. DnumMuHanus aHOMadbHBIX TaMeT U 3UroT. Mo3andHble U
noJiIHbIe (OpPMBI XPOMOCOMHBIX Oo0sie3Heil. YeNnbHbIii BeC XPOMOCOMHON TaTOJOTHH B
ATHOJIOTUU CHOHTAHHBIX a00pTOB. OCHOBHBIE MOKa3aHHUA JUISI TPOBEIEHHS XPOMOCOMHOIO
aHaIu3a.

KnuHuko-uurorenernyeckas XapakTepUCTHKA CUHAPOMOB, CBSI3aHHBIX C aHOMAJUSMHU B
cucTteme noyoBbix xpomocoMm. Cunapomsl X-monocomuu (LllepemeBckoro-TepHepa), KIMHUKA,
€ro KIMHUKO-IIUTOI€HETUYECKUE BapUaHTbl. TpUCOMMM M THOJIMCOMUU X-XPOMOCOMBI,
nuToreHeTnueckue BapuaHThl. Cungpom  KnaiiHdenbrepa, KIMHHMKA, €ro  KIMHHUKO-
LUTOT€HETUUECKHUE BAPUAHTHI

Uctunnbii repmadpoautusm. CmemanHas ¢opma aucreHe3und ToHaa. CTpyKTypHBIE
aHoMaiu X- W Y-XpOMOCOM, HX ()EHOTHUNHYECKHE TMPOsBICHHUA. [IpUHIMIBI MeauKo-
F€HETUYECKOT0 KOHCYJIBTUPOBAHUS MPU MATOJIOTHMH B CUCTEME MTOJIOBBIX XPOMOCOM.

Knunuko-uurorenernyeckas XapakT€pUCTHKA CHUHAPOMOB, CBSI3aHHBIX C YHCIOBBIMU
aHomanmusiMu  aytrocoM. CuHapoM TpucomMun xpomocoMbel 21 (cunmpom [layna), ero
UTOTeHETHUECKHEe BapuaHThl. CUHApPOM TpucoMuu Xxpomocombl 13 (cunapom Ilaray), ero
[UTOTeHeTHYeCKUe BapuaHThl. CHHIPOM TPHUCOMHUU XpoMOcoMbI 18 (cuHapom DaBapica), ero
HUTOreHeTuYeckue BapuaHThl. CuHApOM Tpucomuu Xxpomocom &, 9, 11, 22, wux
[UTOTEHETHYECKUe BapuaHThl. OCOOEHHOCTH MEAMKO-TEHETHMYECKOTO KOHCYJIbTHPOBAHUS B
CEMbSIX C CUHAPOMaMH ayTOCOMHBIX TPUCOMMIA

KIiIMHUKO-LIMTOreHeTHYeCKasi XapaKTepUCTUKA CUHAPOMOB, CBS3aHHBIX CO CTPYKTYPHBIMU
nepectpoiikamu xpomocoM. Cunzapom del(4p) — yacTMUHOM MOHOCOMHH KOPOTKOTO Iljeya
xpomocoMbl 4 (cuHapom Bombda-XupuxopHa), ero HUTOreHeTHYeCKHe BapHaHThl. CHHAPOM
del(5p) — wacTMuHON MOHOCOMHH KOPOTKOTO IJieda XPOMOCOMBI 5 (CHHAPOM «KOIIAYbero
KpHKa»), ero uuTtoreHerndeckue BapuaHTbl. Cuniapom del(13p) — wacTuyHOl MOHOCOMMHU
KOPOTKOTO T1ieda xpomocombl 13 (cunzmpom OpOenu), €ro HIUTOTCHETHYECKHUE BapHUAHTHI.
Cunnpom del(18p u 18q) — yacTHYHONH MOHOCOMHH KOPOTKOTO M JJIMHHOTO TJI€Ya XPOMOCOMBI
18, ero nUTOreHETUYECKHE BAPUAHTHI

Cungpom del(9p) — yacTHUHOW MOHOCOMMM KOPOTKOI'O Ijleya XpOMOCOMBI 9, (cuHApOM
Anbdu), ero nuroreHernyeckue BapuaHThl. Cusiapom del(21q) — wacTMUHON MOHOCOMHUU
JUIMHHOTO Iieda XpoMmMocoMbl 21, ero nurtoreHermueckue BapuanTbl. Cunzapom del(22q) —
YaCTMYHOM MOHOCOMHHU JJIMHHOIO IJIeda XPOMOCOMBI 22, €ro IIUTOI€HETUYECKHUE BAPUAHTHI.
OcCHOBHBIE XapaKTEPUCTUKHU CHHJIPOMOB YAaCTHYHBIX XPOMOCOMHBIX Tpucomuil. CuHIpOM
dup(9q), yacTHYHON TPUCOMHUHU HAJUHHOTO Iuleda XpoMocoMbl 9, (cunapom Pertope), ero
IUTOreHeTHYEeCKHe BapHaHThl. OCOOCHHOCTH MEIUKO-T€HETHYECKOr0 KOHCYJIbTHPOBAHUS B
CEMbSIX C YaCTUUYHBIMH MOHO- U TpUCOMUSAMHU. KIIMHUKO-IIUTOreHeTHYecKas: XxapakTepucTiuka X-
CLEIJICHHOM YMCTBEHHOM OTCTAJIOCTH, CHHAPOM JIOMKOH X-xpoMocowmbl. Ilokasanus x
MIPOBEJICHUI0 XPOMOCOMHOTO aHalM3a B CeMEWHBbIX ciydasx 3aboneBanud. [IpeacraBnenue o
MOJIEKYJISIPHO-TEHETHUECKUX MEXaHNU3MAaX Pa3BUTHsI CHHIPOMA JIOMKON X-XPOMOCOMBI.

Knunuko-uurorenernyeckas XapaKTepUCTHKA CUH/IPOMOB, CBSI3aHHBIX c
MUKpPOCTPYKTYPHBIMH  II€pECTpOMIKAMU  KapuoTuma. BO3MOXXHOCTM  MeToJa  aHaiau3a
paHHeMmeTada3HbIX XPOMOCOM C BBISBIEHUEM OTENIbHBIX HO30J0THYecKuX (hopm 3a00sIeBaHUM.
MukpozeneMoHHbIE CHHAPOMBI, Kak 0OJIE3HU «T€HHBIX MOCIeN0BaTeNIbHOCTENY. J(narnocTuka
MUKpOJIEJICIIMOHHBIX CHHAPOMOB. MexaHu3Mbl 00pa3oBaHHUsl MUKpOJEICHHl B TIeHOME.
Cungpom Bunbsamca. Cunzapom Cwmwura-Marenuca. Cunapom Muinepa-Jlukkepa. Cunapom
«komaybero raazay. Cunapom e Jlanre. Cunapom du Jxopmxu.

Bone3nn TEHOMHOTO HMIpPUHTHHTrA. 3aboieBaHMs, CBS3aHHBIE C HapylIEHHUEM
WMIOPUHTUHTA W WX MoJeKysipHag pauarHoctuka. Cungpom Ilpanepa-Bummm. Cunapom
Amnrenbmana. Cunapom bexsurra-Bunemana u ap. Cungpom CunbBepa-Paccena.
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KIIMHUKO-IIMTOreHEeTHYECKass XapaKTEPUCTHKA CUHIAPOMOB, CBA3aHHBIX C MOBBIIICHHON
HecTaOUIBbHOCTBIO XpoMocoM. AHemust @ankonu. Cunapom biyma. Atakcus-teneaHrno3KTasus
(cunapom Jlyu-bapp). ITurmenTHas kcepoaepma. YacTora v CIEKTP XPOMOCOMHBIX abeppaluii B
KJeTKax OONIbHBIX C TIOBBIIICHHOHM HECTaOMIBHOCTBIO XpomocoM. [laTorenermueckue
MEXaHU3Mbl 3TUX COCTOsAHMU. IloBBIIEHHAass NPenpacnoioKEHHOCTh CHUHAPOMOB K
BO3HMKHOBEHHUIO 3JIOKQUYECTBEHHBIX HOBOOOpa3oBaHuil. CoOBpeMEHHbIE NPEACTABICHUS O
MexaHu3Max KkaHieporeHesza. Pak- 3aboneBanue reHoma. I[lonstue 00 onkorenax. Ilytu
aKTUBAIlMM OHKOTCHOB IpH KaHieporeHe3e. OOpa3oBaHHE XHUMEpPHBIEX T'€HOB B OIYXOJISX.
IlonsiTue o0 reHax-cympeccopax oIyxojeBoro pocra. CoBpeMeHHas IByXyZapHas MOJEIb
Knancena. MexaHHM3Mbl HMHAKTUBALMM TE€HOB-CYIIPECCOPOB B OIyXoiu. ['eHerndeckas u
SMUTEHETUYECKass PEeryjsiius TeHOB MpH omyxojieoOpa3oBaHUU. ['€HOMHBIM HMMIPUHTHHT U
KaHneporene3. HaciencTBennsle oHKOorndeckne cuHapombl. Criopaandeckuii pak. [Ipobiema
XPOMOCOMHOTO mMoJuMopdu3Ma y uejgoBeka. BapuaOGenbHOCTh CTPYKTYphI, KOJIHYECTBAa U
JOKaJIM3allud PAaliOHOB, COJEP)KALIUX KOHCTUTYTHBHBIH TI€TEPOXpPOMATHH B KapUOTHUIIE
yenoBeka. Ocobast poib BTOPUYHBIX MepeTsikek xpomocom 1, 9, 16, muctanbHoil wactu X-
XPOMOCOMBI, CHYTHUYHBIX MYTEH, CIIyTHUKOB, KOPOTKHX IUIEY aKpPOLEHTPUUYECKUX XPOMOCOM.
[lonsiTHE O BO3MOXXHOM aJaNTUBHOW LIEHHOCTHM OTHAEIBHBIX BAapUAHTOB XPOMOCOMHOIO
nonumopdusma. IloHsITHE O BO3MOXKHOH CBS3M OTHCIBHBIX BapUaHTOB XPOMOCOMHOTO
nonuMopdusmMa ¢ maronoruuyeckuMu cocrossHusaMH. Crenndrka MUKPOCKOIIMYECKOTO aHaIn3a
OTJENIFHBIX BApUAHTOB XPOMOCOMHOTO MoIuMopdu3Ma, ux auddepeHnnanus oT CTPYKTYPHBIX
MEPECTPOEK KapUOTHUIIA YETOBEKA.

Pa3znesn 7 «MoHorennblie ¢opMbl Hac/leICTBEHHBIX 0os1e3Hell (maToreHes, KJIMHHMKA,
AUATHOCTHKA, YACTOTA B MOILYJISIIIAM)»

OOmass xapakTepucTUKa HacJeACTBEHHbIX Oone3Heir obmena (HBO). Ortuonorus wu
narorene3. KnuHuueckass knaccudukanus. Hapymenuss cuHTe3a wuiam  kaTaboiausma
BBICOKOMOJIEKYJISIPHBIX coequHeHuil. Hapymenus merabonusma, NpUBOJAIIME K IPOSBICHUSIM
[0 TUIY «MHTOKCHKAIlMW» TPOJYKTaMHU HakoIUIeHus. JleeKkThl, CBA3aHHBIE C HApYILICHHEM
OamaHca BHYTPUKJIETOUHOM sHepruu. Tumbl HacnenoBaHus. KnunHuueckuil nmomumopdusm u
reHernueckas rereporeHHocts HBO. IlommnokycHocTs M monumamnenusm. Bzanmonelictehe
reHotuna u cpeasl B gopmupoBanun HBO. VYpouu auarnoctukun HBO. VccnenoBanue
NeQeKTHOro TreHa. AHajau3 aHOMAaJbHOIO OEJIKOBOTO NpPOAYKTa. AHaIM3 OJIOKMPOBAHHOU
MeTtabonuueckoil nenu. OueHka kiauHU4eckux mposeiaeHuil. [lpunnunsr neuenuss HBO.
OO0e3BpexMBaHNWE HAKAIUIMBAIOIIMXCS TOKCHYECKUX METa0oiIMTOB. PecTpukTHas auerta.
BBenenue mpoayKTOB HapyLUIEHHOIO CHHTE3a. 3aMeCTUTENbHAasl 3H3UMoTepanus. MoOunuzanus
HEpacCTBOPUMBIX BEIECTB, OTKJIAJBIBAIOLINXCA B pe3ylbTaTe MeTaboInyeckoro OJoKa.
Knerounas u oprannas tTpancruiantanus. Koppekius HeOIaronpuaTHeIX CpeJOBBIX (aKTOPOB.

['enorepanuss. HBO amuHokucnor. OOmias KiIMHUYECKas XapakTepucTHka. [IpuUHIMIIBI
nuarHocTuku. ['unepgpenunanannHemud. HemgocraToyHOCTh  (peHMIIATAHUMHTUAPOKCUIIA3HL.
Oenunnkeronypus. Knuauka. Metabonuueckue HapyuieHus. JlabopaTopHas QuarHocTuka B
paMKax MaccoBOTO NMPOCEUBAHUS HOBOPOXKIEHHBIX, TAOOPATOPHBIN KOHTPOJIb 3a JICUEHUEM

Jleuenne. Jluerorepanus. IlpuHnmnel pacuera auersl. llpuMeHeHue pasnMUHBIX
rugpoan3atoB u cmeced aMuHokucioT. JIHK-auarnoctuka. YactoTel B monyisinuu. Menuko-
TeHEeTUYECKOe KOHCYJIbTHpOBaHHE. MarepuHckas (eHuIkeTonypus. KinnHudyeckue npU3HaKH
OKVY y HoBOpoxkAeHHbIX. MeTtabonnueckue HapymeHus. Jleduenne u mnporHos3. Jledektsr
merabonu3ma OuonrtepuHa. Kiuauka. Merabonnyeckue Hapymenus. JlaGoparopHas
nuarHoctuka Jledenme wu  mporHo3. Hapymenme oOmena TuposuHa. HacneacrBeHHas
Tupo3uHemus, TUn 1 (remaropeHanpHOro Tumna). Knuauka MeTtabonnueckue HapyIICHUS.
JlaGopaTopnast nuarHoctuka. Jleuenme u mporHo3 HacnmeacTBeHHas THPO3WHEMHUS, TUI 2
(cungpom Puunepa-Xanxapra). Kiumnuka. Merabonuueckue Hapymenus. JlaboparopHas
nuarHoctuka. Jleuenne u mporHos. Ankantonypus. Kmmanka. MetaGonudeckue HapylieHUS.
JlaGopatopHasi nuarHoctuka. Jledenue u nporuo3. Hapymenuwe nukia mMoueBUHBI. KimHMKA.
Merabonnueckue HapymeHus. JlaboparopHas nuarnoctuka. Jleuenue u nporHos. Hapymenue
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oOMeHa  cepocoJepXKaluxXx  aMUHOKHUCIOT. KiuHuka, MeraOoinyeckue  HapylIEHUS,
nabopaTopHass JMAarHOCTHKA, JiedeHHWe. HeaocTaToyHOCTh  HHUCTATHOHMHOETACHHTETA3bl.
Hapymienue tpancmermnupoBanus. Hepoctarounocts cynbdurokcunazsl. HBO oprannueckux
kucnotT. O0mas kinHu4eckas xapakrepucruka. [Ipunnuns! quarnoctuku. Hapymenus oOmena
OpraHMYECKUX KHUCIOT C pa3BEeTBICHHON OokoBoi 1enbio. Kinmuuka. Metabonnyeckue
Hapymenus. Jlabopatopuas nuarnoctuka. Jledenne u mporaod. HBO yrieBomoB. OOmias
KIIMHUYecKass XxapakrtepucTtuka. [lpuHumnel nuarHoctuku. Hapyienwe oOMeHa TraiakTo3bl.
Knuanyeckne ¢opmbl ramakrozemun. MeTaboaMYecKne HApPyIICHUS TMPH TaTaKTO3EMHH.
JlaboparopHas AuarHocTHKa rajakrozeMuu. [1oaxoasl K MacCOBOMY CKPUHUHTY raJIaKTO3EMHUU.
['enernyeckuii momumopdusm ramakrozemun. JIHK-amarHoctuka ramakrozemuu. Hapyimienue
oOMena @pykro3sl. Knmnuka. MetaGonunyeckue Hapyuienus. JlaGopaTopHas IHarHOCTHKA.
Jleuenne u nporHo3. bone3nu HakorieHus riukoreHa. Ileuenounsie ¢popmel. Hegocrarounocts
IIF0K030-6-pocdaTasbl. Meimednsie Gopmsl. ['eHepanu3oBanHas hopma — 6osie3Hs [Tomme

Hapymenue nupyBaTAeruJporeHa3sHoro KOMIUIEKCa M LUKJIA TPUKApOOHOBBIX KHCIOT.
Hapymienust okucieHus: »XKUpHbIX KUCIOT. HemoctaTtouHOCTh (pepMEHTOB AbIXAaTEIbHOW LIETIH.
Heonartaneupie u wuHbantwibHbie ¢opmbl. Cungpom Ilupcona. Cungpom Bomnbdpama.
Keroanmnoruueckas ¢popma. Bapocasie dopmel. MERRF. MELAS. LHON. Cunapom Kepuca-
Ceiipa. Merabonnueckue Hapymienus. JlaboparopHas auarnoctuka. Jieduenue v mporHos

OOmass ~ XapakTepuCTHKa,  KPUTEpUU  JIM30COMHBIX  Oone3neil.  OcoOeHHOCTH
HaKaIIMBaroumxcs cyocrparon. JlaboparopHas nuarsoctuka. Jleuenue. Mykomnonucaxapu03sl

['ypneprniogo6ueiii  deHotun.  Mopkuonoaoousii  GeHotun. [ TUKOIpPOTEHHO3HI.
®yko3uno3. Manno3uno3. Acnapruirioko3amuHypus.  bonesnr  Tesa-Cakca.  bonesns
3annrodda. bonesus Kpad6e. bonezns ®adpu. bonesns [omie u T.4. Hapyiienus 1M30coMHOT0
TpaHcIopTa

[Tepoxcucomubie 6one3nu. OO6mas xapakrepuctuka. Hapymenus QyHKIMM TEpOKCHCOM.
Huarnoctuka. Jleuenue. ['eHepain3oBaHHbIE MEepOKCHCOMHBIE Oone3Hu. Krnaccuueckuit
curzpom LlensBerepa. Heonaranbnas aapenonelikoauctpodus. MudantunsHas popma 6one3Hu
Pedcyma. ITlepoxcucomuble OO0NE3HHM C HEU3MEHHBIM YHCIOM IEPOKCHCOM U HapylleHUEM
HECKOJIbKUX Ounoxumuueckux ¢(ynknuidl. LlenbBerepnonoOusiii cunapom. IlceBnouenbBerepa
cuapoMm. IlepokcucoMHble OO0JIE3HM € HEU3MEHHBIM YHCIOM IEPOKCHCOM M HapylIEHUEM
€IMHCTBEHHON Onoxmmuueckoil ¢yHkiuu. IlceBmoHeoHnaranbHas aapeHomneiikoauctpodus. X-
CUEIUIEHHas  aJpeHoneikonuctpodpus. Pusomenuueckas  TouyeuHas  XOHAPOAMCILIA3MUA.
Knaccuueckas 6one3nb Pecyma. ['morapoBas aunaemus, Tan 3. AkaTanazemMusl.

Hapymenune TtpaHcnopTta aMHUHOKHUCIOT. JIM3uHypuueckas HENEepeHOCUMOCTh Oenka.
Bonesnp Xapruyna. Cunapom nie Touu-Jledpe-dankonu. [Toueuno-TyOyasipHbIi anumio3

['unopocharemus. Ilouyeunwiii HecaxapHblii auabGer. I[loueunsiit conmeBoil auader.
MykoBuciuno3. Kiunuka. Mertabonuueckue HapymeHus. JlaGopaTopHas AMarHOCTHKA.
Jleuenue u mporHos. JHK-mmarnoctuka. I'en CFTR, cnektp wmyramuii. XapakTepucTuka
0EIKOBOT0 MPOJIYKTA.

MeMOpaHOaTuu APUTPOITUTOB. DpuUTponuTapHbie (pepmertonatun. HemoctaTodHOCTH
IIII0K030-6-(ocdaTaeruaporenassl. HacnencTBeHHbIE reMOTTI0O0MHONIATHH

KauectBennsie. KonnuectBenHble. HapyiieHuss CHCTEMBI CBEPTHIBAHMUSL.

OO6mas xapakrepuctuka. Jluarnoctuka. Jleuenue

O6mas xapaktepuctuka. Jluarnocruka. Jleuenne. Hapymienue OuocuHTe3a U CTPYKTYpHI
kostareHa. Cunapom Mapdana. Hecoepiennsliii ocreorenes. Cunapom Dnepca-Jlanioca.

O6mas  xapakrepuctuka. JluarHoctuka. Jleyenwe. HemepeHOCHMOCTh  JIaKTO3BI.
HenepenocuMocTs caxapo3sl.

Monorennbie  (HOpMBI  370KaYeCTBEHHBIX 3a0osieBaHuii. [loHsATHE TOMWHAHTHBIX
OHKOreHoB. Kiacchl JOMUHAHTHBIX OHKOreHOB. Tunsl Hapymenuil. Onyxonu. HacnencrBeHHble
omyxoJyieBble cuHIpombl. Helipodubpomaros, tum 1, II, TyGeposusiii ckiepos, Cunapom
0a3anpHO-KJIETOUYHBIX HEBYCOB, cuHApoM [opnuHa, Oonesnb Koyzaena. JlaTe XapakTepuCTHKY
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KKIOr0 M3 TEPEeUYUCIIEHHBIX CHHIPOMOB (KJII0OUYE€BOE OMOXMMHYECKOE 3BEHO I[aTOreHe3a,
KJIIMHUYECKUE MTPOSIBIIEHNUS, BO3MOKHOCTH TUATHOCTUKH, JIEYEHHUS).

XapakTepucTUKa HAacJIEACTBEHHBIX CHUHAPOMOB B 3aBUCUMOCTH OT MNPEUMYLIECTBEHHOI'O
NOpaXEHUs] CUCTeMbl W OpraHoB. KiuHHMKa, JAMarHOCTHKA, Jie4eHUE, MPOPUIAKTHKA
HACJIEJICTBEHHBIX CUHIPOMOB C IIPEUMYILECTBEHHBIM HAPYILICHUEM:

®u3nuecKoro pa3BuTUs (HAaHU3M, TUTAHTU3M, Makpo- U Mukpocomusi). Cunapom Cotoca.
Cunapom JlyooBuma. Jlenpedaynusm. Cunapom Hynan. Cunaapom Cekkens. Cunapom
Kopuemnuu ne Jlanre. Cunapom Bunbsamca. Cunapom Pyounmreiina-Teitou. Cunapom Paccena-
CwibBepa. Cungpom PobunoBa. Cunmpom Aapckora. Cunugpom Jlapona. I['mmodwuzaphas
kapnukoBocTh CunzapoMm Kokkelina. ITuknoausocro3. Cunapom Oinuc-BaH-Kpesenbaa. Koxu,
BOJIOC, TOJKOXXHOM  KJIETYaTKH, HOITeH. AHIMAPOTHYECKas M  TUIOTMAPOTHYECKas
sKToAepMasibHas auciinazuu. CunigpoMm Yeamaka-Xwuramm. CuHapom Bsuioil koxu. CHHIpOM
ToTanbHOM nunoguctpopun. Cunapom HeilipopuOpomarosza Pexnunrayszena, tun 1. Cunapom
MOJKOJICHHOTO mTepuruyma. TpuxopunodananreansHeiid cuaapoM 1 u 2 tunoB. TyOGepo3Hblit
ckiepo3. Cungpom Ulerpena-Jlapcena. CHHAPOM TIIyXOThl M CKpy4Y€HHBIX Bojioc. CHHIpOM
LEOPARD. Cungpom EEC. HxTnos3. JlagmoHHO-OAOMBEHHBIH rurepkepato3. CuHapoMm
Pormynna-Tommncona. KoctHo-cycTaBHO# cucteMbl. Akpouedanocunaaktuiun Anepa, Catpe-
yor3eHa, lldaiipdepa. Axpouedanomonumakrmmmu. Cunapom Aaze. AXOHAPOILIIA3MSL.
Axkpodanmanpabiii  1u3octo3 Harepa. Iledanononucuunakrunus [peira. {uactpodudeckas
nucrinasust  KapnukoBocts  Jlapona-JleBn, manrunonuryutapras. Cunapom  Kpysona
Kamnomenuueckass aucnnasus. Cunapom Jlapcena. Cunapom Ilonanpa. Terpadoxomenus
Po6eprca. Cungpom ®pumena-lllennona. Xouapoaucmiazus toueuHas Konpanu-XwoHepmaHa.
Cupenomuenus. Cungpom COFS. Cunapom FFU. Cungpom Xoar-Opama. Cunapom
@®panueckert. Cepaeuno-cocyauctoi cuctembito Cunapom Kiunnens-Tpenone-Bebepa.
Cunapom TAR. Accoumanms VATER. IlumeBapurensHoit cuctembl. Cunapom [apanepa.
Cunnpom Ileiitna-Erepca. bonesns Kuucra. DHnokpuHHON cucteMsbl. [1yxoTa BpoKIeHHAsT U
300. Cunapom Kosna. Cungpom Jloypenca-Myna-bapae-bumia. Cunznpom AnbscTpema.
MouenomnoBoii cuctembl. Cunapom Aunbnopta. [lonukucto3 mouek. Cunnpom Jloy. Cunapom
TECTUKYJIApHON (QeMHHu3auuu (MOJHOM M HemonHoM). Uucras nucreHesus ronaj. OpraHa
3penusi. TaneTo-peTuHanbHas abuotpodus. Bpoxaennsie karapaktel. Cunapom BaapnenOypra.
['mazo3y6onanbueBoir cunapoMm. Cunapom Jlenna. Cunapom Mapmamna. Oprana ciyxa.
Heiipocencopnas tyroyxocts. Otockiiepo3. Cunnpom [Nonbnenxapa. Cunapom Yiepa. Hepsro-
MBILIEYHON cucTeMbl. Xopesd ['eHTuHrroHa. TopcHOHHas MbllleyHas AWCTOHUA. bone3Hu
Opunpeiixa u rpromnens. Muoaucrpopuss [romena, ¢opma bekkepa. Knunuka,
KJIMHUYEeCKHH moiauMopdusM. ['eHeTHka: JoKamu3alMs M XapakTepUCTHKA reHa JAUCTpOoUHA,
CHEKTp MyTallui, XapaKTepUCTHKa OeNKoBOro npoaykra. Jleuenue u nporno3. Muomnarus Op0a.
Muonatust  Jlanaysu-Jlexepuna u  apyrue X-cueruieHHble  (opmbl.  [IpokcumanbHble
CriMHaimbHbIe amuoTpoduu, Tumbl 1-3. HacneacTBeHHbIE MOTOHEHPOCEHCOPHBIE HEHPOIATHU.
®akomaro3bl.  HacnencrtBeHHble — HapylleHMs — cepaedHoro  purMa.  HacneactBeHHble
KapAHMOMHUOMATHH.

JleueHue HacleICTBEHHBIX 3a00J€BaHUM: OOIIME MOIXOABI K JICUCHHIO HACIIEACTBEHHBIX
Oose3Hel: cUMNITOMaTHYeCKas Tepanus, MaTOreHeTHYecKasl, STHOTPOIHAsA, XHUpypruyeckas.
OTHOTPOMHOE JIEYEHHE: KIIETOUHAs U T€HHas TEpallus, PUCKH.

Pa3pnen 8 «boJie3Hu ¢ HacJIeACTBEHHBIM NPEAPACIIOJI0KEHUEM»

OOmas xapakTepucTHKa 00JIe3HEH ¢ HacIeICTBEHHBIM MPEIPACIONOKEHHEM

Jloka3aTenbCTBO POJM TEHETUYECKUX M CPEOBBIX (DAaKTOPOB B MPOUCXONKIACHUU
myibTH(akTopuanbHeix Oonesnelr (M®B). DTHonoruyeckas reTeporeHHOCTb M KIMHUYECKUH
nosmmophusm MOb. Bknana rimaBHoro rena B nmpoucxoxaeane MOB.

Metoapl reHermdeckoro aHamm3a M®PB u reHerudeckue MOJCIM  HCCIEIOBAaHHS.
Craructuueckue. HenpepbiBHas H3MEHYMBOCTh (TE€HETHKA KOJMYECTBEHHBIX IMPU3HAKOB).
['eHeTMKa KaueCTBEHHBIX IPU3HAKOB (HEMEHAENUPYIOLMX). MOoIeKyaspHO-TEeHETUUECKHE
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Metoabl uzydeHuss MPb. KaprtupoBanue rnaBHbIX TeHOB. Acconuanuu M®Pb. Kinunuko-
reHerudeckas xapakrepucrtuka MOb.

[Tpodunaktuka Gone3Helt ¢ HACIEACTBEHHBIM IpeapacoiokeHueM. [IpuHIuIbI MeTuKo-
TEHETUYECKOr0 KOHCYnbTUpOoBaHus npu M®Pb. Ilpunnunsl gucnancepusanuu cemed ¢ MOb.
@opMHpOBaHHUE TPYII PHUCKA I JUCHAaHCEpHOro ydera. [loaxonpl K WHAMBUIYAIbHOM
npodunaktuke 3adoneBanuii. [lepukoHennmOHHas MPOQPHUIAKTHKA TPU BPOKICHHBIX TOPOKAX
pazButusi. Monutopunr BIIP B cuctreme mnpodunaktukn MODB. [lpuHIUNbel opraHu3amyf.
Metoponorus. DpPEeKTUBHOCTD

Paznen 9 «IlpoduiakTuka HacjieICTBEHHbIX 00JIe3He»

YpoBHH NPO(HUIAKTUKH HACICACTBEHHON M BPOXKICHHOW mMmaroysiorud. [ amMeTHuecKui.
[Ipesurornyeckuii. [Ipenaranbubiii. [locTHaTAIBHBIM.

Menuko-reHeTuueckoe KoHcynbTUpoBaHue. Mcropuueckas cnpaBka. Poms C. H.
JlaBuJIeHKOBa B OpraHHU3alMyd MEIUKO-TEHETUYECKOI0 KOHCYIbTUpoBaHus B Poccuu. @yHKkuuu
MEAMKO-TeHETUYECKUX KOHCYJIbTallMii Ha coBpeMeHHOM »Jtane. OmnpeneneHue MeIuKo-
TEHETUYECKOTO IPOTHO3a NOTOMCTBA. YTOYHEHUE JUarHo3a ¢ IOMOMIbI0 TI'E€HETUYECKUX
MeTonoB. [loMomis ceMbe B MPUHATHU NPABUIBLHOTO PEIICHHUS OTHOCUTEIBHO MabHEUIIEro
neropoxaeHus. [Ipomaranga MequKo-reHeTHYEeCKMX 3HaHUI cpeiyd Bpadel U HacesneHus. Perpo-
U TPOCIEKTUBHOE MEIUKO-TEHETUYECKOE KOHCYJIbTUPOBAHME. 3aJauyd MEIUKO-TEHETUYECKHX
KOHCYJIBTALIMI C TOUYKU 3PEHUs OpraHu3aluy 3JpaBOOXpaHEHUs. 3a/1ayi MEANKO-TEHETUUECKUX
KOHCYJIBTAIIMN C MEIUIIMHCKOM TOYKM 3peHHs. 3a/lauyu MEIMKO-TEeHETUUECKNX KOHCYJIbTAIlUN C
COLIMAIbHO-TICUXOJIOTMYECKON TOUYKH 3peHus . [[pyuHIMOBl pacyeTa MOBTOPHOTIO F€HETUYECKOTO
prucka. MOHOTreHHOM IAaTOJIOrMU. ['€HOTHIBI pOAMUTENEH W3BECTHBI. ['€HOTHIBI poxuTenei
HEU3BECTHBI. XPOMOCOMHBIX Oose3Hsx. [Ipu uucnoBeix Hapymenusax. [Ipu mozaunmsme. [Ipu
CTPYKTYPHBIX TepecTpoiikax. MynbTU(]aKTOpHATbHBIX 3a00J€BaHUAX. OMIUPUYECKUN PHUCK.
Accommanuu. KpoBHO-poACTBeHHBIX Opakax. [‘eHeTHuecKMid TPOrHO3 TMPH MYTareHHBIX
BO3JCHCTBUAX. ODQPQPEKTUBHOCTH  MEAMKO-TEHETHUYECKOTO  KOHCYJIbTHPOBAaHUS.  YPOBEHb
MOHUMAaHUA MEIUKO-TeHEeTHUeCKoro 3akmtoueHus. CoumanpHble (HAKTOPHI, BIUAIOIIAE Ha
MIPUHSATHE PEIICHUS

[TomynsioOHHBI MOAXO0A K cOOpYy MaHHBIX (KOTOPTHBIA TOaXof). PonuibpHble aoMa.
Jerckue nmonukiauHUKU. Jlerckue mpo3ekTypsl. KinmHudeckuil moaxoa mo cOopy AaHHBIX (110
obparmaemMoctn). JleTckue KinHHYeckre 00apHHUIBL. JleTckue mpo3ekTypsl. [Toaxos case-control.
Craructudeckas o0paboTka Marepuana. BenmnuuHa MCXOJHOM YaCTOTHI BPOXKJACHHBIX aHOMATUH
pasButus (base-line). KommnbrorepHas mnporpamma mno 6a3ze panHbsix (ECLAMPC).
CrarucTudeckue TEXHOJOTHH. MexayHapoaHas KiacCU(UKAIUMA BPOXKICHHBIX aHOMAJUH
pa3Butusa X mepecMorpa. Yactota BpOKACHHBIX aHOMAIHK pa3BUTH. [IpUHIIUIIBI OOHAPYKEHUS
HOBBIX TepaToreHoB. BersiBnenne rerepozuror HBO.

[Tepuxonnenuuonnas npodunaktuka. [loHATHE O MEPUKOHIENIIMOHHONW MpodUIaKTHKE
BPOXJEHHOW M HACJIEACTBEHHOW marosoruu. [lokazanus st npoBeAeHUs NEPUKOHIEIIMOHHON
NpoQUIAKTUKUA CYMPYKECKON Mmape. DTambl MEePUKOHIENIIMOHHONW TpoduaakTuku. CaHarus
ouaroB MHQEKIHUU. YCTpaHEHHE NOTEHUHUAIbHBIX TEPaTOreHOB U MyTareHoB. OCOOEHHOCTH
HaO0IeHUs 32 OEpEeMEHHOM JKeHITMHONW, MOHUTOPUHT COCTOSIHUS T1oa. «JleueHue» GpomueBoit
KHcIoTou. /uerorepanns.

Tepamnus akymepckoit maronoruu. IPpPeKTUBHOCTH EPUKOHIICTIITUOHHON MPOPUITAKTHKY.

[IpenatanpHass guarHoctuka. OOmMe TOKa3aHUsS K TpPEHATaTbHOW JHArHOCTHKE.
Meroanueckue MOAXOAbl K TMpeHaTaabHOM nuarHoctuke. HewnBasuBHblie Meroabl. Y3U-
nuarHoctuka (dxorpadus). OOmme npuHIUIBL. MeToaudeckue moaxoapl. Paspemaromas
crnocoOHOCTh.  MHBa3uBHbIE  MeTOABl. BO3MOXHOCTH  7a0OpaTOPHOTO  HMCCIIEIOBaHUA
(aMHHOTHYECKOM >KMIKOCTH, KYJIbTYpbl KIETOK, OCJOXHeHHs). buoncus xopuona. Cpoku
O0epemenHoctu. [lokazanus. Meroanueckue moIXo b1

BosmoxxHocTH 1a00paTOpHOTO HCCieqoBaHUs («IIpsSMBIe» IpernapaTbl BOPCHH XOPHOHA,
KyJBTYPBI KJIETOK XOpUOHa, ociiokHeHus ). Ocnoxuenus. Kopaonenres . Cpoku 6epeMeHHOCTH
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[Tokazanus, mpoTHBONOKa3aHus. Metoauka mpoBeaeHuss. Bo3mMokHOCTH 1a00paTOPHOTO
uccnenoBanus KpoBH 1miofa. Ocnoxxnenus. PeTockonus Kak METoJ OMOICHMU TKaHEW IUIoja.
[IpenaranbHbIi CKPUHMHT 110 CHIBOPOTOYHBIM (akTopaM wmarepu. Ajbda-(heTonpoTeuH.
XopuoHn4eckuil roHaoTponuH. HekonbrorupoBanuslii sctpuon. bemnok 6epemennsix PAPP-A.
OddextuBHocTh mporpamM. [IpeHaTanbHbI CKPUHUHT MO KIJIETKaM IUIOAAa B KPOBH MAaTEpH.
[TpenaranpHas JHK-amarHoctuka HacienCTBEHHBIX Ooine3Hel. [IpsiMbie MeTonsl. MeTomabl
oOHapyXeHHsl TMPOTHKEHHBIX Jeienuii B reHe (Onor-rubpunmsanus 1o CaysepHy,
nojuMepasHas LenHas peakiusi). CKaHUpYyIOIIME METOJbl JUIsl BBIABICHUS MallbIX MYyTallUi.
Merton npsimoro cexkBeHupoBanusi. Kocsennwsie metonbl. JIHK-mapkepbl. AHanu3 ramioTUIIOB.
3HaueHUe NPEHATaJIbHON AMATHOCTUKM B CHM)KEHUU YpPOBHSI HACJICACTBEHHOW M BPOXKICHHOMN
MaTOJIOTUU

HeonaranpHplii ckpuHuHr. TpeOoBaHMs K HporpamMmaM MacCOBOTO CKPUHMHIA.
TpebGoBanust k 1abopaTOpHBIM MeToAaM. JlOCTYNMHOCTH JIEYEHHs BBISABICHHBIX 3a00JIeBaHUU.
UYacroTel 3aboneBanuii (Hamboliee pacmpoCTpaHEHHBIC). DKOHOMHYECKas BbIroaa. Pa3mep
nomyysiiuy. [IpUHIKIIBI OCYIIIECTBICHUSI TPOTPAMM MacCOBOTO CKPUHUHTAa HOBOPOXKACHHBIX HA
OKYVY u BpoxzeHHbIH runotupeos. ObdecrneueHrne 1adopaTOpHOro BBISBICHUS M KOHTPOJS 3a
neuenueM OKV u BpoxxaenHoro runotupeo3a. KoHTpoas kauecTBa CKPUHUPYIOIIUX MPOTPaMM
Ha @OKVY wu BpoxaeHHoro rumnorupeos3a. Pannee nedenne HoBoOpoxaeHHoro ¢ DKV wu
BPOXKIACHHBIM THIIOTUPEO30M. MenuKo-TeHeTUYecKoe KOHCYnbTHpoBaHue cembu ¢ DKV u
TUIOTUPEO030M. [IpMHIUIBI OCYILIECTBIEHHS IPOrPAMM MAcCOBOI'0 CKPUHUHIA HOBOPOXKIEHHBIX
HA TaJaKTO3eMHIO, aJpPEHOTEHUTANbHBIH CHHApPOM ©  MykoBucumuao3. OOecnedeHue
7a00paTOPHOIO BBIABICHUS M KOHTPOJS 3a JICYEHHUEM TajakTO3eMHUH, aJAPEHOTeHUTAIBHOIO
CUHAPOMa M MYKOBHUCIUA03a. KOHTponb KauecTBa CKPUHHUPYIOHNIMX MpPOrpaMM Ha
raJlakTO3€MHUI0,  aJPEHOTEHUTANbHBIA CHHIPOM W  MYKOBHCUMI03. PaHHee IedyeHue
HOBOPOJKJEHHOIO C TaJaKTO3€MHUEH, aJpEHOTCHUTAIbHBIM CHHIPOMOM M MYKOBUCLUIO030M.
Menuko-reHeTHUeCKoe KOHCYJIbTHUPOBAHUE CEMbU C TallakTO3eMHUEH, aJpEeHOT€HUTATbHBIM
CHUHJIPOMOM U MYKOBHUCIMJIO30M. PerunoHanbHble W ASTHUYECKHE OCOOEHHOCTH IPOTPAMM.
D¢ hEeKTUBHOCTH TPOTPaMM MACCOBOTO CKPUHUHTA B CHCTEME MPOPUIAKTUKU HACIEICTBEHHBIX
3a0oeBaHUM

Pa3nen 10 «JlaGopaTopHbie MeTOABI AHATHOCTHKID)

HccnenoBanue mnonoBoro xpomaTuHa. Ormpenenenue X-xpomaTtuHa (tener bappa) B
obpasmax kietouHoro wMarepuana. Omnpenenenue Y-xpomaruHa (F-temenm) B oOpasmax
KJeToyHoro marepuana. Ilokaszanus k mposeneHuto X- W Y-TeJell MOJIOBOIO XpOMAaTHHA.
OrpannueHus MeToaa. XPOMOCOMHBIM aHanmu3. KinHuueckue mokasaHus HJisi MPOBEICHUS
XPOMOCOMHOI0 aHajin3a. MeToabl MPUTOTOBIEHUS XPOMOCOMHBIX IpenapaToB u3. KynbTypsl
nepudepudeckoir  kpoBu. KynbTypsl Oumonrtara kKoxu. KynbTypbl 3MOpPHOHAIBHBIX
¢bubpobdnactoB. Kierounslx 00pasioB omyxoneBoro marepuana. OcoOEHHOCTH 00paboTKH
KJIETOYHBIX KYJIBTYp JMJIs TOJyYEHHUS XPOMOCOMHBIX IpenaparoB. MeToabl OKpallMBaHHs
XPOMOCOMHBIX IpernaparoB. MeToJ1 paBHOMEPHOro okpamuBanus. Meroa nuddepeHnnaibHoro
MIPOJIOJIBHOTO CBEYCHHS MeTada3HBIX XPOMOCOM IPHU OKparmmBaHuu Gryopoxpomamu (Q-mMeTo.)

Metoa, BBIABIAIONMN JUHEHHYI0 Iu(p(EepeHIupPOBaHHOCTh MeTa(a3zHbIX XPOMOCOM
kpacutenem [umza (G-metom). Meros, BBISBIAIONINN JOKATH3AIUWIO KOHCTUTYTHBHOTO
rerepoxpoMaTuHa B MeTadasHbIX XpoMocomax dyenoBeka (C-meron). MeTon, BBIABISIONINIA
JIOKAJIM3alMIO SAPBIIIKO0Opa3yoKX pailoHOB B MeTada3HbIX XxpoMocomax (Ag-meron). Meron
T depeHIMaIbHOr0  OKpaIllMBaHUs  IMpernapaTtoB mnpoMeradasHbiXx  (paHHeMeTadas3HbIX)
XpPOMOCOM, 00J1aCTh €r0 IpUMEeHEHUs. MeTo 1 BBISIBIICHUS IOMKOH ((hparuiibHO#) X-XpOMOCOMBI

OcoOeHHOCTH KYJIbTUBUPOBaHUS JIMMGPOUUTOB mnepudepuueckoil kpoBu. Crneuuduka
XpOMOCOMHOro aHanuza. [IpuHuunel uaeHTHPUKAUMU MeTada3HbIX XpPOMOCOM YellOBeKa.
Knaccugukaiuss paBHOMEpPHO OKpalleHHBIX XPOMOCOM cOrjlacHO JleHBepCcKOoi HOMEHKIIAType.
[TpuHMIBI UIEHTUGUKAINN UHIWBUYaIbHBIX XPOMOCOM COTJIACHO MEXIyHapOJHOU cUcTeMe
IIUTOreHOMHOM HoMeHknatypsl yenoBeka (ISCN 2020). TepMuHONOTHS M CHMBOJBI B
0003HAYeHUH YHWCJIOBBIX AHOMAJIMH KapHOTUIIA YeJoBeKa. TEepMUHONIOTHS UM CHUMBOJBI B
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0003HAYCHUH CTPYKTYPHBIX AaHOMAJIWW B KAapUOTHIIE deloBeKa. llUToreHeTwmdeckui aHamm3
HOJHBIX (PeryJspHBIX) U MO3anuHBIX (popM aHOmanuii kapuotuna. [IpoTokos XpoMOCOMHOTO
aHaJIM3a, COCTABICHUE 3aKJIIOUYEHHUS T10 €r0 JaHHBIM. MOJIEKYIIPHO-IUTOTCHETHYECKAE METObI
JMarHOCTUKHA XPOMOCOMHOM NaTOJIOTUH C HpPUMEHEHHEM Xpomocomo-cnenupuunsix JIHK-
30H70B. KiMHnMyeckume mOKazaHus Ui NPOBEACHHA  MOJEKYJISIPHO-LIUTOT€HETUYECKOIO
uccnenoBanus. Metoa THOpHIM3ali HYKJIEWHOBBIX KHCIOT in situ. 3amuch pe3yabTaToB
MOJIEKYJISIPHO-LIUTOT€HETUYECKOTO  MCCIIEJOBAaHUS  COINIACHO  MeXIyHapoJAHOH  CHCTEMe
LIUTOT€HOMHOI HOMeHKJaTypbl yenoseka (ISCN 2020).

buoxummnueckue MeTolbl IUArHOCTUKU HacjeACTBEHHbIX OoiesHell. [IpaBuna cOopa u
XpaHeHHs Ouosornyeckoro marepuaina. Moua. @usnyeckue cBoicTBa. [lomydyenue u xpaHeHue.
KagectBennsle npoObl, BbimosnHsAeMble ¢ Mo4od. KpoBb. CnocoObl B3STHS U XpaHEHHUS.
[Tony4yeHue mua3mbl, CHIBOPOTKU, OTACIBHBIX (PaKUU KIETOYHBIX 3JIEMEHTOB. Jlpyrue BUabI
Ouosornyeckoro Marepuana. buoncuiiHbll Marepuan. Marepuan, ojydyaemblil 1pu
MHBA3WBHBIX METOJaX NpeHaTanbHOW auarHoctuku. Kontpons kadectBa (KK) maGoparopHbix
uccienoBannii.  BuyrpunaGopatopusiii  KK.  Kourtponpasie  marepuansl.  KoHTpomib
BOCpou3BOAUMOCTH. KoOHTponb npaBwibHOCTH. MeToapl, He TpeOyroIKue KOHTPOJIbHBIX
marepuanoB. Mexnaboparopuslii KK. Cratuctuueckas obOpaborka pe3ynbraToB. OlieHKa
OTIeNnbHBIX JabopaTopuii. MexayHapoaubiii KK. O0mas xapakrepucTuka (GU3HKO-XUMHUICCKIX
METO/0B. 3aKHOBI NpoIyckaHus U noriomeHus. Poromerpus u poromMeTrpuyeckas amnmnaparypa.
Onyopumerpusi u  ¢QuyopuMmerpuueckas — anmapaTrypa.  IlmamenHas — oToMeTpHs.
[Torennnomerpuueckass pH-metpust. Tunbl xpomarorpadguu. AncopOuuonHas. MloHooOMeHHas.
PacnpenenurensHas. Addunnas. [enp-¢unpTpamus.  ToHKocnoiiHas — xpomarorpadgus.
BeicokoaddexktuBHas  xpomatorpadus.  [azoxuiakoctHas — xpomaTtorpagus ¢ Macc-
criekTpoMeTpueil. Dnektpodopes B pa3zauuHbIX HOocutTensax. OmHoMepHbIA. JIByMEpHBIH.
CenuMeHTallMOHHBIN aHanu3. VIMMyHHO(QEpMEHTaTUBHBIM aHamu3. TeopeTHdeckue OCHOBBI
OMOXMMHYECKHX METOJO0B JUAarHOCTUKH. AMHHOKHCIOTHI. DU3NKO-XUMHUYECKHE CBOWCTBA.
Howmenknarypa. Merabonusm. PenunanHuHa U TuposuHa. Cepocojepkaliix aMHHOKHUCIOT.
AMHMHOKHUCIOT C pa3BETBICHHOW OOKOBOM 1ienbi0 W Jp. OpHUTUHOBBIN HHKI. MeToabl
paszieneHus, MWICHTU(UKALUN, KOJIWYECTBEHHOIO ONpEAeNeHUs aMHHOKUCIOT. benkw.
Ctpykrypa — nmepBUYHas, BTOpUYHas, TperuyHas. Jlomenbl. MeTtonsl paszjeneHus,
UICHTUPHUKALIMY, KOJMUYECTBEHHOE onpeeneHue oenkoB. @epmentsl. CTpyKTypa

AKTHUBHBIA LIEHTp. MexaHu3M QepMeHTaTUBHOro KaTanu3. KuHeTuka (epmMeHTaTHUBHBIX
peakuuii. MHOXecTBeHHblEe (POpPMBbI. AHAINW3 AKTUBHOCTH (PEPMEHTOB C HCIOJIb30BaHUEM
OpUPOIHBIX cyOcTparoB. XpoMmoreHHbiX. @iayoporeHHblx . PannoakTuBHBIX . AHanmu3
AKTUBHOCTH (EPMEHTOB C HCIOJIH30BHHEM CHUHTETUYECKHUX CyOCTparoB. YriaeBoiabl. dusmko-
xummuueckue cpoiictBa. Homenkiarypa. MerabonusMm. ['muxonus. IlenrozodocdarHbiii HUKIL
I'mukoren — cuHTe3 M pacnan. Ilomnepkanue ypoBHA INIFOKO3bI B KpOBU. MeTtozasl
UACHTU(DUKAIMM U KOJWYECTBEHHOI'O OIpeAeNeHus: yrieBoaoB. lloaxoasl K CeleKTUBHOMY
CKpUHUHTY ramakto3emMuu. [loaxombl K MaccoBOMY CKPUHUHIY TajakTO3eMUU. MeTonbl
ompeneneHusl Jlakrara W nupysata. Jlumuasl u smnonporeuHsl. Tpurimnepuasl. JKupHsie
KUCIOTHL. XojaectepuH. Docdomunuasl. MeToabl pas3ieneHuss U UACHTU(PUKAMH JIMIHI0B U
JTUTIOCOIep AKX MOJIeKys. L{MKT TMMOHHOM KHCIIOTHI KaK OOIIMIT KOHEUHBIN MyTh OKUCICHUS
AMUHOKHCIIOT, yIJIeBOAOB M kupoB. ['opmonbl. Ctpykrypa. Mexanusm nelctBusa. Metomsl
oTpefieNieHus] Pa3INyYHbIX KJIacCOB. MeTo/bl onpeeseHusl MpeIlIeCTBEHHUKOB U METab0IUTOB
CTEpPOMAHBIX TOpMOHOB. Buramunel. BopopactBopumsle. JKupopactBopumsle. MeTtonabl
OTpENIeJICHUsI  BUTAMHHOB.  OJJICKTPOJWTHBINA, BOJHBIMA, KHCIOTHO-IIEJIOYHON  OayiaHc.
MunepanpHbie  MOHBL. MukposnemMeHTel. MeToAbl ONpEACICeHUsT HEOPraHUYECKUX HOHOB.
KomnaprMeHTanusanuss KJICTOYHBIX IpoueccoB. Kieroynsle oprasemisl. MHUTOXOHIpPHH.
Crpykrypa, Ouorene3 wu ¢yHkuuu. Llens TpaHcmopTa 35eKTpoHOB. OKHCIUTEIHHOE
dbochopunupoBanue. MeToapl ONpeneIeHUss aKTUBHOCTH (EPMEHTOB IIeMU TpaHCIopTa
ANIEKTPOHOB. MeTonbl ompeneneHus OeTa-TUAPOKCUOyTHpaTa M areroanerara. JIM30COMBI
buorenes u ¢ynkuuun. JluzocomHble TINUMKO3UAa3bl. MeToabl ONpeAeneHHus JHM30COMHBIX
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dbepmeHToB. MeTobl aHANMM3a U UIEHTU(GUKALNN TIIMKO3aMUHOTIIMKAaHOB. MeTo/bl aHaiu3a U
uAeHTUGUKAIMKU ~ onurocaxapunoB. llepokcucombl. buorenes u  ¢yHkinun. DepMeHTHI
nepokcucoMm. OmnpesiesieHne O4eHb UIMHHOIENOYEUHBIX JKUPHBIX KUCIIOT, a Takke (UTaHOBOMH,
MIUAIIEKOJIOBOM KHUCIIOT, IUIAr3MaJIOT€HOB U IPYTUX KOMIIOHEHTOB IIEPOKCHCOM C IIOMOILBIO Ia30-
JKUJKOCTHOMN xpomatorpaduu, Macc-CIEKTPOMETPHH. Onpenenenue AKTUBHOCTH
NEPOKCHCOMHBIX (DepPMEHTOB.

[Tporpamma «I'eHom yenoBeka» U ee UTOru. OOIIME XapaKTEePUCTHUKU FeHOMa 4eIOBeKa.
JHK-rubpunmzanus. KaprupoBanue renoB ¢ nomomibio JTHK-30um0B. ['HOpuamn3amus in situ.
Meroabl «pssIMOM reHeTUKn». [1o3unnoHHOe KIOHMpOBaHME. Pa3inuHble BUIIBI T€HETUYECKHUX
KapT uyenoBeka. KionupoBanue reHoB. Bektopel qns  kionupoBanusi JIHK. DOu3umsbi,
ynotpebisiembie B MoJiekyisipHoM kiioHupoBanuun u JIHK-muarnoctuke. JIHK-moaumepassbr.
JHK-3aBucumbie ~ PHK-monmumepasel.  Jlurasel,  kuHa3el,  ¢ocdarasel.  Hykieass
poreonutudyeckue (epmentol. Pectpukums JIHK. Pectpukrasel. Tumbl m  kiaccudukanus
dbepmentoB pectpukiuu. Caiitel pectpukiuu. [IJAP®. VYcioBus mnpoBeneHus peakiuu
pectpukuuu. Pectpukumonnbsii ananu3 JIHK uyenoBeka. Mosekyiabl HYKJIEMHOBBIX KHCIOT,
ucnonp3dyempie B JIHK-mmarnoctuke. Ilpunmuner u  Mmeronael  Beigenenus JHK w3
JYKapUOTHYECKUX KJIETOK M TKaHed . [IpuHumnsl m Meroasl BbiaeneHus Bbiaenenus PHK u3
IYKaPHOTHUYECKUX KIETOK U TKaHel. CHHTE3 OJIMTOHYKIICOTHI0B. AMIUTH(DUKAIIMOHHBIE METO/IHI,
npumensiemble B JIHK-nuarnoctuke. [lonumepasnas nennas peaxius (I1LP). Muoromokychas
peakuus aMIUTUpUKauu. Peakius aMIummuKanuy ¢ «BHYTPEHHUMEI» IpaiiMepaMu. MeTomsl
ycunenust curHana npu IIIIP. CekBenupBoanue JIHK. [lpunuun cexBenupoBanusa JIHK no
Conrepy. CexBenupoBanue JIHK Ha aBTomarnueckom ananuzarope. [uOpuauzanmioHHbIC
metonel, mpumensemble B JHK-muarnoctuke. Peakuus Onor-rubpumusanuu. AJielnb-
cnenuduyeckass rudpunuzanud. Jlor-rubpunuzanus. HozepH-rubpunuzanus. ['nbpunuzanus in
situ. Tubpuamzamuss u kiIoHHpoBaHUS mnocnenoBarensHocTeld JIHK Ha MeradasHbix
xpoMmocomax. Metoa (uIyopecleHTHOM TuOpumu3anuu in situ. DiekTpodope3 HYKICHHOBBIX
KHUCTIOT. ANmapartsl, IPUMEHsIeMbIE IS JIEKTpodope3a HYKIEHHOBBIX KUCTIOT. DNeKTpodope3 B
arapo3nbix remsx. llapamerpsl, onpenensdromue ckopocts Mmurpauuun JHK depe3 rensb.
Onektpodope3 B MOTHMAKPUIAMUIHBIX TeNsX. MeToabsl OKpallMBaHHs Tenel. DIoupoBaHUe
dparmentoB JIHK u3 reneit. IHK-nuarnoctrka HacineacTBeHHbIX OoJie3Hel. [Ipsimbie MeTomb
JHK-nunarnoctuku. KocBennast JIHK-amarnoctuka. ITomumopdusie JIHK-mapkepst. Bvioop
nonumopdusM JIHK-mapkepoB mns JIHK-auarnoctuku. Ilonsatue nHGoOpMaTUBHOCTH METOAA.
Amnanuz MukpocateuutHoro nomumopdusma JIHK. Metoast ITLP-TTJIP® B JIHK-auaraoctuke.
JIHK-auarnocTrka 1 olieHKa reHeTudeckoro pucka. [lonstiue nHGpopMaTuBHOCTH cEMbU

JIHK-auarnoctuka 3a00JeBaHM, CBS3aHHBIX C HapyIIeHHEM HWMIPHHTHUHTA. MeToMbl
OLICHKH aJJIeIbHOr0 MeTwinpoBaHus. Mertun-cneuuduueckas I[II[P. Merun-uyBcTBUTENbHAS
[TIP. OueHka reHEeTHYECKOro pucka. MeToabl pEerucTpaly TOYKOBBIX MYTallMM W MOPSIOK
3alliCH TOYKOBBIX MyTaluil mo HomeHkinarype. O6nacte npumenenus JIHK-numarnoctuku.
[IpenatanbHas JJHK-aunarnoctuka. [Ipecumnromatnyeckas JIHK-nuarHoctrika M IuarHoCTHKa
HOCHTEIIbCTBA HACJICACTBEHHBIX Ooiyie3Hei. I'enomuas maktunockonus. JIHK-mmarmoctnka B
OHKOJIOTHH. JIHK-guaraocruka UH(PEKIIMOHHBIX 3a00JIEBAHNIA. JIHK-aunarnocruka
dbenunkeronypun (OPKVY) um Bpoxkaennoro rumotupeo3a. JIHK-mmarHoctwka ramakTo3eMuu,
aJpEeHOrEeHUTANBHOTO CcUHApoMa U MykoBucuenosza. JHK-gumarnoctuka B KapAuOJIOTHUH.
[MpeummnantanmonHas JIHK-muarnoctuka mpu BPT. OGopynoBanume mnaGopaTopum st
MOJIEKYJISIpHO-TeHeTHUeCKUX uccienoBanuil. Mcrounmku ommbok mpu JHK-muarnocruke.
VYcnoBuss paboThl B MOJIEKYJISIpHO-TeHETHYEeCKOM sabopatopuun. Ilpobnema 3arps3HeHus
MaTepuana. TexHuka 0e30mMacHOCTH Mpu paboTe ¢ MyTareHHBIMH M TOKCHUYHBIMU BEIECTBAMHU.
VYcnoBust paboThl ¢ paTnoakTUBHBIME MeTkamu. Dotochemka reneit. buomornueckuii Mmarepuan,
ucnonszyemslii B JIHK-mmarnoctuke. VYcnoBust B3STHS, XpaHEHUs, TPaHCIOPTHPOBKU
OMOJIOTMYECKUX MAaTepUaJIOB.

6. CamocrosiTejibHasi paboTa OPANHATOPOB
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CamocTosTenbHas paboTa OpAMHATOPOB MO qucHUILIMHE «I ' eHeTrnka» BKIIOYaeT B ceosi:

- paboTy C JIMTEpaTypHBIMH HCTOYHUKAMH HMHPOPMAMM W C  DICKTPOHHBIMH
00pa3oBaTeNbHBIMH PECYPCAMH;

- paboTy ¢ MEIMIIMHCKON JOKYMEHTAIIUEH;

— MOJIFOTOBKY K MPEJICTaBICHUIO UCTOPUHU OOJIE3HU;

— MOJTrOTOBKY pedepaToB U JOKIA0B HA KIMHUYECKUX pa3dopax v ceMHUHapax;

— MOATOTOBKY MpE3eHTaUMi 10 HMHTEPECHOMY KIMHMYECKOMY CIIy4aro, pPEIKuM
HO30JI0THYeCKUM (hopmam.

IIpumepHbIe TeMbl pedepaToB:

Benenune 0epeMeHHOCTH JKEHILUH ¢ CUHIpOoMOoM Mapdana.

Opranuzanus MeIUKO-TeHETHUECKOH cITy>k0bI B Poccuiickoit @deneparum.

MarepuHckas (peHUIKETOHYpHS.

Peabunuranus nereit ¢ GeHUIKETOHYPHEH.

OTHOJIOTHS U TATOT€HE3 MOHOTEHHBIX OOJIe3HEH.

CUHAPOMBI, IPOSBISIOMIAECS XPOMOCOMHON HECTaOMIBHOCTHIO (aHeMusi DaHKOHH, aTaKCHS
TeJIeaHTUAIKTa3us, cuHapoM biroma, cunapomsl Bepuepa, Huiimerena, PoGeprca).

7. llenu u 3amauu MEAMKO-TEHETMUECKOTO KOHCYIbTUpoBaHus. CoaepxaHue paboTbl MEIUKO-
TEHETUYECKON KOHCYJIBTALINH.

8. HacnexcrtBennsie Oo0Ne3HM € HapylmIeHHEM B CHCTEME MEMOpPaHHOTO TpaHCIOPTA.
MyxkoBucuu103 (3THOJIOTUS, IATOT€HE3, KIMHUYECKUE (OPMBI, METOAbI JUArHOCTUKH, JEUCHHE,
npo(UIaKTUKA).

9. bone3nu obMeHa KJIETOYHBIX oOpraHeil. JIu3zocomHble 001€3HM (3THOJIOTHSA, MATOrEHE3,
KJaccu(ukanusi, KJIIMHAKA, TUarHOCTHKA).

10. 3HadyeHne METUIIMHCKOM TEHETMKHM Juid oOuield mnaTtonoruu desnoBeka. Kiaccudukarms
Oose3Hel yenoBeka (FeHETUUECKHUE aCeKThI).

ok wnE

7. O6pa3oBarejibHbIe TEXHOJOTHHU

OOpa3zoBarenbHble TEXHOJOTMU: JIEKIUM, TPAKTHUYECKUE 3aHATHUS, CAMOCTOSITEIbHAs
paboTa OpAMHATOPOB.

[Tpu mpoBeneHMM 3aHATUN HUCHOJIB3YIOTCS AKTHBHBIE U WHTEPAKTUBHBIE (DOPMBI 3aHATHH
(pa300p KOHKPETHBIX CUTYallMii) B COYETAHUU C BHEAYTUTOPHOU pabOTOM.

Bech neKIIMOHHBINA Kypc MOCTPOEH HAa OCHOBE COBPEMEHHBIX MH(OPMATUBHBIX KPUTEPUEB
JMAarHOCTUKH, JIEYCHHUs W peadwnuranuu OONbHBIX. JIeKIMM YHTAIOTCS C NpPUMEHEHHEM
COBPEMEHHBIX CpeAcTB JI€MOHCTPAIIMOHHBIX MM-npe3eHTanuii. [Tony4yenue
npoeCCHOHATBPHBIX 3HAHUH OCYIIECTBIIICTCS MyTeM H3yYeHHS MPEIYyCMOTPEHHBIX YYeOHBIM
IUIAHOM pa3esiOB JMCLUUIUIMHBI HE TOJIBKO Ha JIEKIHMSAX, HO M NPAKTUYECKHX 3aHATHUSX,
KIIMHUYECKUX 00X07ax, MPOBOJUMBIX MPOQPECCOPCKO-NPENOaBATEILCKIM COCTABOM B paMKax
OTBEJICHHBIX y4eOHBIM IUIAHOM U MPOTPaMMOM 4acoB.

[IpakTudyeckne 3aHATHS TMPOBOAATCS B HMHTEPAKTHBHOW (opMe, OpIUHATOPHI TOTOBSIT
Ope3eHTAllMM,  JIOKJIajbl, OOMEHHMBAIOTCA  MHEHMEM [0  M[poOJieMaTUKe  3aHATHSL.
[IpenycmarpuBaeTcsi caMoCTOsITeNIbHAs paboTa ¢ JINTEpaTypoil.

8. MdopMbl TEKYHIEro KOHTPOJISA M MPOMEKYTOYHON ATTECTAIINN, KPUTEPUH OLIEHKH

Tekymuii KOHTPOJIb KAaueCTBAa YCBOCHUS 3HAHWUW, YMEHUM, BIAJAEHUW IO JUCUUILIAHE
MPOBOJUTCA B 2 3Tamna:

1. TectupoBanue — 10 BOIpocoB 1o pazaery

2. YcTHOE cobeceioBaHre IO KOHTPOJIBHBIM BOMPOCaM — 2 BOIIPOCA 0 Pa3eity

B psime cmydaeB B KOHIIE M3y4eHHS HEKOTOPBIX pa3/eiOB YCTHOE COOECelOBaHUE IMPHU
MPOBEJCHUN TEKYIIETO KOHTPOJISA JOTOJHSACTCS peIIeHuEM KIWMHHUYECKOW (CUTYaIrlmOHHOM)
3a7aud. CUTyallMOHHAs 3aJlaya COJAEPKUT ONMUCAHUE KIMHMUYECKOW CUTYyallUd MpU MPOBEICHUU
MEJIUKO-TEHETUYECKOT0 KOHCYJIbTUPOBAHUS U P BOIIPOCOB.
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Ha nepBom 3Tamne kaxxJplii OpIMHATOP MOJIyYaeT TECTOBOE 3a/laHUE, KOTOPOE BHITIOIHAETCS
MMCbMEHHO, BpeMsl TeCTHpOBaHUs cocTaBiisieT 10 MUHYT. 3aueT MO TECTUPOBAHUIO CTABUTCH,
€CJIM OpANHATOP NMPaBUILHO OTBETUII HE MeHee, ueM Ha 70% TeCTOBBIX 3aJJaHU.

3aTeM OpAMHATOP IMOJy4YaeT 2 KOHTPOJBHBIX BOMpPOCAa MO MPOUJIEHHOMY paszfieny,
rotoButcss 20 MHUHYT, IIOCJ€ 4Yero JaeT YCTHbIM OTBEeT. B ciyyae, Korga B paMKax
MPOMEKYTOUHOTO KOHTPOJISI UCIOJIB3YETCSl PEIICHHE KIMHUYECKON (CUTyallMOHHOM) 3ajiayu,
opIauHATOp moiy4aer 1 3amady, qaeTcsi JONOJHUTENbHOE BpeMst Ha pemieHre — 10 munyt. OTBeT
OpJIMHATOPA OLIEHUBAETCS MO 5-TH OaNbHOMN CUCTEME.

OOmass omneHKa JOHKHA YYMTHIBATH OIIGHKM 3a Bce ATambl. HeynoBiaeTBOpHUTENbHBIC
pe3ynbTaThl Ha JOOOM 3Tale JaeT MPernojaBaTesio MpaBO CHUXKATh OLEHKY OpAMHATOpa IO
JTAHHOMY pazJieny.

IIpomexyTouHAs aTTECTALMSA IPOBOIUTCS B (hOpME 3a4eTa C OIICHKOM, KOTOPBIN COCTOUT
U3 JIBYX ATAIOB:

1. TecTtupoBaHue TPOBOJUTCS B KOMIBIOTEPU3UPOBAHHOM Bapuante. [Iporpamma
aBTOMAaTUYECKU (POPMUPYET CIy4ailHyt0 BBIOOPKY M3 TECTOB IO BCEM pas3feliaM, COJIepIKAIlyIo
100 BompocoB. OpauHaTOp BBIOMpAET MPABUIBHBIE OTBETHI, HA TECTHUPOBAaHWE OTBOAUTCA 60
MUHYT.

2. VYcTHOE colecenoBaHMe IO KOHTPOJBHBIM BompocaMm. Kaxkawlii opauHaTop
MOJIy4yaeT TPU TEOPETUYECKUX BOIMPOCA M3 PA3HBIX Pa3AesioB AMCHMUILTUHBI U CUTYAIIMOHHYIO
3aja4dy, roroButrcsi 40 MUHYT W JaeT yCTHBIA OTBeT. OTBET OLIEHHUBACTCS MO S5-TH OaabHOM
CUCTEME.

Kpumepuu oyenxu pezyremamos mecmupoearusi:

TecroBoe 3amaHNe 3aCUMTHIBACTCS C OICHKOM «yIOBJIETBOPUTEIBLHO», €CIH COUCKATEIh
MpaBUJIILHO OTBETUJI HE MeHee YeM Ha 70% TecTOBBIX 3aJaHHil, C OIEHKON «xopotioy» mpu 80%,
«otauyHo» pu 90% NpaBUIBLHBIX OTBETOB
Kpumepuu oyenxu npu ycmnom cobeceoosanuu.

- OIIEHKA «OTJIMYHOY» CTABUTCS B TOM ClIy4ae, KOT/Ia OPJAMHATOP TITYOOKO M IPOYHO YCBOMIT
BECh MPOTPAaMMHBIN MaTepuaj, WCUYEPIBIBAIONIE, MOCIEI0BATEIbHO, TPAMOTHO M JIOTUYECKU
CTPOMHO €ro u3jaraeT, He 3aTPYAHsSETCS C OTBETOM MpU BUIOW3MEHEHUU 3aJaHUs, CBOOOTHO
CITpaBJISIETCS C pElIeHnEM KIIMHUYECKHUX 3aJ1a4, MPAaBUJILHO OOOCHOBBIBAET MPUHSITHIC PEIICHMUS,
yMEeT CaMOCTOSTENIbHO 00001aTh U U3JIaraTh MaTepua, He JOMyCKask IPU STOM OIIHUOOK;

- OIIEHKA «XOPOIIIO0» CTaBUTCS, €CIIM OPJMHATOP TBEPAO 3HAET MPOTPAMMHBIM MaTepua,
TPaMOTHO U M0 CYIIECTBY M3Jaraer €ro, He J0MYCKAET CYLIECTBEHHbIX HETOUHOCTEN B OTBETE HA
BOIIPOC, MOXET MPaBUIBLHO MPUMEHSATh TEOPETUUECCKUE TTOJIOKEHUS U BJIAJIEET HEOOXOIUMBIMU
YMEHUSIMH U HaBbIKAMU IIPU BBIMOJIHEHUU KIMHUYECKOM 3a]1a4H;

- OIIEHKA «yJIOBJIETBOPUTEIILHOY» CTABUTCS, €CJIM OPJAMHATOP OCBOMJI OCHOBHOW MaTepHa,
HO HE 3HaeT OTACNbHBIX JeTalied, JOMYCKAeT HETOYHOCTH, HEIOCTATOYHO IIPaBUIIbHBIC
(GOpMYITUPOBKH, HaApyIIAeT MOCIEI0BATEIHLHOCTh B H3JIOKEHHU MPOTrPAaMMHOTO MaTepuaia u
WCIIBITHIBAET 3aTPYAHEHUS MIPU PEIICHUH KIMHUYECKOU 3a7a4u;

- OIICHKa «HEYJIOBJIETBOPHUTEIILHO» CTaBUTCSA, €CIW OPJAMHATOP HE 3HAET OTIEIBHBIX
pa3zeNioB MPOrpaMMHOTO MaTepuana, JOMyCKaeT MIpU OTBETE CYIIECTBEHHBbIC OIIMOKHU, HE
MIPUBOAUT pEIICHUE KIIMHUYECKOMN 3a/1auHu.

[To pesynpTaTam 00OMX OTamoOB OMNpeAeNseTcs oOImas HWTOroBas OICHKa 3auera.
HeynoBnerBoputenpHbIe pe3yabTaThl Ha JOOOM AdTame JaeT IMPENoaBaTelli0 MpaBO CHUXKATh
OIICHKY WJIM HE aTTeCTOBATh OPJIMHATOPA.

9. OnleHOYHBbIE CPEACTBA VIS TEKYIIero KOHTPOJIsl U POMEKYTOYHOH aTTecTAluM
IIpumepsl OLEHOYHBIX CPEACTB:
1) KoHTpo/bHBIE BONIPOCHI:
1. Bxnang @. ['anbTOHA B pa3BUTHE T€HETUKU
2. Pa3BuTHE €BreHukH B MUpe



21

3. MexaHu3mbl (hopmMupoBaHus XPOMOCOMHBIX MUKpPOJIETeLHi u
MUKPOAYIUTUKALIHM.

4, [Ipumenenne  coBpemeHHbix  metogoB  (@CGH) mpm  uccnegoBaHum
HeaudGepeHIIMPOBAHHON YMCTBEHHOM OTCTAIOCTH.

5. MexaHnu3Mbl TeHETHYECKONW PeKOMOMHAIIMY B TaMETOTeHE3e.

6. Posib nuTOmIIa3Mbl B HaCJIEICTBEHHOCTH. MUTOXOHIPUAIbHBIA T€HOM.

7. [Tpumepsl reHo- U HeHOKOTHIA.

8. MeToapl W3ydeHUsT POJU TEHOTUIIA W BHEIIHEH cpeasl B (OPMHUPOBAHHH
MIPU3HAKOB

9. Knaccugukaius XuMHUECKUX MyTareHOB.

10. buonornueckue pakropsl Mmyrarene3a. Bupycel. TokcuHbl. BakiiuHsl.

11. Kakue snumyTanuu B WMIPUHTHPOBAHHBIX TI'€HAaX OOHApPYXKEHBI IMPH MAaTOJIOTUH
BHYTPUYTPOOHOTO Pa3BUTUA?

12. Kakas cBa3p Oone3HE T'€HOMHOTO HMIIPHHTHHTa CO BCIOMOTATEIbHBIMU
PENPOAYKTUBHBIMHU TEXHOJIOTUAMU?

13. [Toxxo/bI K Teparyi METOXOHAPHUAIBHBIX 0OJIe3HEH

14, Cunapom llemnbBerepa. ['mcromormueckue, MOPQOJOTHYESCKUE H3MEHCHUS.
Cunapowm niceBno- LlemtsBerepa. LlemnpBereponoqo0HbIii CHHAPOM.

15. [Tonxonpl K WMHAUBUAYATbHOW NpouIakTHKE OO0Je3HEeHl ¢ HacleICTBEHHBIM
MIPEAPACIIONOKEHUEM.

16. [IpuHIUIIBI TIEPUKOHIETIIIMOHHON MPOPUIAKTHKH TPH BPOKICHHBIX IMOPOKAX
pa3BUTHA.

17. [TonsiTHE KOrOPTOBOTO MO1X0/1a K cOOpy AaHHBIX 1m0 BIIP.

18. Knuanueckuit moaxon (o o6pamnaeMocTi) ero 0COOEHHOCTH.

2) TecToBbIe 3a1aHNUSA:

1.benku, ygactByromiye B GOPMUPOBAHUN HYKJIEOCOM DYKapUOT, Ha3bIBAIOTCS:

1) JlumonpoTenHbI

2) ['ucToHBbI

3) [MopunbI

4) lameponsr

2.YpoBeHb KOMIIaKTH3alMH, pu kotopom JJHK HamaTeIBaeTcs Ha THCTOHOBBIM OKTamep,
Ha3bIBACTCS:

1) HyxseocoMHbIit

2) ContleHOUTHBIH

3) Iletnesoit

4) MeradazHasg xpomocoma

3. Omnpenenenue rpynnbl CUEMJICHUS W TOJOXKEHHUS KapTUPYEMOIO T'€Ha OTHOCHTEIBHO
JPYTUX T€HOB JAHHON XPOMOCOMBI — 3TO

1) ['eHeTHUECKOE KaPTUPOBAHUE

2) [eHeTHYECKOE KIIOHMPOBAHUE

3) ['eHeTHYECKOE MOJICITMPOBAHUE

4, I'emodunms HacemyeTcs

1) AyTOCOMHO-PEIIECCUBHO

2) AyTOCOMHO-IOMHUHAHTHO

3) PerieccuBHO, CLEIICHHO C ITOJIOM
4) JIOMHHAHTHO, CIIETUICHHO C TIOJIOM

S. «®Deronatusy - 3T0 0003HaYEHNE BPOXKIEHHOTO IMOPOKA B COOTBETCTBUH C



22

1) mpupoo0it TepaToreHHoro (gaxropa

2) mepuoIOM OHTOTeHE3a, KOTJa MPOM30LUIO BO3JCHCTBUE TEPATOTEHHOTO (akTopa
BO3JICUCTBUSA

3) cucteMoil opranusma, B KOTOpOH NPOU301LIO0 HAPYILIEHUE

4) CTENEHBIO THKECTH

6. K 3H1I0OTeHHBIM TepaTOreHHBIM (PAKTOPaM OTHOCUTCS

1) noHU3UpYIOILEe U3ITyUEHHUE

2) BO3pacT poautenein

3) NPOMBILUIEHHBIE /bl

4) BHyTpHYTpOOHBIE HH(EKIHH

7. B XxpoMoCOMHOM aHann3e HyXAAr0TCsl )KEHIIUHbBI, UMEIOILME B aHAMHE3E:!
1) neteii ¢ MHOXKECTBEHHBIMU BPOXKICHHBIMU TIOPOKAMH Pa3BUTHUS

2) cionTanHbIe a00pTHI B | TpMecTe GepeMeHHOCTH

3) neteii ¢ XpOMOCOMHBIMH CUHAPOMaMHU

4) MEpPTBOPOKICHUS U PAHHIOIO JETCKYI0 CMEPTHOCTh

5) Bce BepHO

8. Boie3HsiMu, 00yCIIOBICHHBIMU HAPYIICHUSIMH XPOMOCOMHOTO Ha00Opa SBJISOTCS:
1) mykoBHCLIH03

2) curapom JlayHa

3) benunkeToHypHs

9. Kakue xpuTepuu j1exat B OCHOBE Pa3/ieNIeHUs IIEPOKCHCOMHBIX OOJIe3HEel:
1) buoxumuueckuii u maromopdonornyeckuii

2) Mopdonornueckuii 1 ONOXUMUYECKUI

3) buodpuznonornueckuit 1 Mophosornueckuit

10. IIGpOKCI/ICOMHOe OKHCJICHUC JKXUPHBIX KUCJIOT HC OCYIICCTBIISICTCS B:

1) [Teuenn
2) [MToukax
3) Jlerkux
4) ['omoBHOM MO3Te

11. Bo B3aumopeiicTBuu TreHOB Hauboiee BaXXHBIM MPU MYIbTU(AKTOPHATHEHOM
HACJICAOBAHUU SIBJISIETCS

1) anIuTUBHOCTD

2) JOMUHUPOBaHHE

3) snucras

12. K mynpTHdaKkTOpHUaIbHBIM 3a00JI€BAaHUSM OTHOCUTCS:
1) 6prorHoit THD

2) umemuueckas 00Je3Hb cepa

3) myueBas 00Jie3HB

4) CITN /L

5) nmuHra

13. OCHOBOIIOJIO)KHUK MEINKO-TEHETHYECKOTO KOHCYIbTHpOBaHus B Poccuu:
1) H.K. Konb1i0B

2) A.C. CepebpoBckuit

3) C.H. laBuneHkoB

4) H.B. Tumodees-PecoBckuit
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5) H.IN1. lyOunun

14. KiInHHUKO-TeHEeaIOrNYECKUIT METO:

1) cocTaBasieT poJOCIOBHYIO

2) TIpOCIIeKUBACT Tepeaady HACJIEICTBEHHBIX MPU3HAKOB CPEIHM POJICTBEHHHUKOB OJIHOTO
IMOKOJICHUS

3) mpocieXHUBaeT Nepeiavy HacJlIeICTBEHHBIX MTPU3HAKOB CPEIH POACTBEHHUKOB OOJILHOTO
B sy IIOKOJICHUH

15. lunentpuueckre XpoMOCOMBI SBIISIIOTCA MapKepamu
1) paaualimOHHOrO BO3JECHCTBUS HA OPraHU3M YeI0BeKa
2) XMMHAYECKOT'0 BO3/ICCTBUS HA OPraHU3M YeJIOBEKa

3) KOMIUIEKCHOTO MYTareHHOTO BO3JIeiiCTBUs

3) KiamHuueckue (CHTyalHOHHbIE) 3a1a4M:

3agaua. Pebenok A. 2014r.p./[eBouka ot 1 GepemMeHHOCTH, IPOTEKaBIICH ¢ aHemuen. Bo
BpeMsi OEpEMEHHOCTH BO BTOPOIi OJIOBHHE OepeMeHHOCTH 1pH Y 31 uccieoBaHust Onpeaesin
TUIOSXOTeHHbIN KHIIeYHUK. Poabl cpounbie 38-39 Hen. B mepBble CyTKH KH3HHM MOSBUIIACH
KHILIEYHAss HENPOXOJUMOCTb, YCIEIIHOE KOHCEPBATHBHOE JIEUEHUE IPOBEJEHO B OTICJICHUU
XUPYpPrUU  KOHCEpBAaTUBHBIM MyTeM. [Ipu TpoOBEAEHHH CKPUHUHTA HOBOPOXJIECHHBIX
3aukcupoBaHo mnoselieHHE ABaXIbl (108 u 126) UMMYyHO-pEaKTHBHOIO TPUIICMHA B KaIruie
KPOBH.

Bomnpocsr:
1. Kakoit 1narno3 MOXHO NPenoI0KUTh?
2. Kakoe nomnosHuTensHOE 0OCIENOBaHUE MPEAIONAraeTCss MPOBECTH s

YTOYHEHMSI TUarLosa’?
OtBernl: 1. MykoBucuuaos; 2. IlpoBecTu uccienoBaHue Ha COJEp)KaHUE XJIOPHUIOB B
10Te; OIPEEeIUTh YPOBEHb 31acTa3bl B Kaie; 3. [louck myraruu B rene CFTR.

3agaua. Pebenox K. Mampuuk 11 wmec. or |l OGepemenHoctu, mporekaBiiel 6e3
ocobenHocteil. 13 anamue3a B 10 mec. y peOeHka cimyuumicst nepenoM aydeBoil koctu. [Ipu
ocMOTpe pedeHKa OOHapYKEHO YKOpOoueHHE U JedopMalus HIDKHUX KOHEYHOCTEeH. MplieuHas
TUIOTOHUS. J[OTIOHUTENFHO TPOBEIECHHBIE HWCCIEIOBAHHUS BBISBHIN B CHIBOPOTKE KPOBH —
TUIEPKAIBLUEMHIO, CHIDKEHHE YPOBHS IIETOYHON (ochaTassl.

Bonpoc: Kakoii quarao3 MOXHO NPeIITOIOKUTh?

OtBer: ['unodocdarazus

3apava. [laument JI. ydyeHuk cpenHeid mkonsl 16 mer. Bo Bpemsi TpeHUPOBKU MO
OackerOosry moxanoBajics Ha Oomu B obmactu cepana. [lpu oOcnemoBaHWM: BBISBICHO
ACTEHHUYECKOE TEeIOCIOXKeHUe, HeOobInas AegopManusi TPYAUHBI 110 TUMY «KYPUHOW» TPYIH,
apaxHOJAKTUJIUS, HUACTOJMYECKHM IIyM B 00JacTH cepAlla, CTPUM Ha Iuleyax W Oenpax.
DOxokapauorpadusi BBISIBUJIA pACHIMPEHHUE KOPHS aOpThl C aopTallbHON peryprurtanuei.
Odranbmornoruueckoe 00ciIeI0BaHUE TOKAa3ajlo JBYCTOPOHHUN UPHUIONOHE3 U  JIETKOE
CMEIIEHUE XPYCTAIUKOB KBepxy. M3 aHamMHe3a ceMbH BBISICHEHO, YTO OTEll MAalMEeHTa yMep
BHE3AITHO BO BpeMsl yTpeHHEH MPOOEKKH.

Bonpoc: Kakoii 1narao3 Mo>kHO IOCTaBUTh NALIUEHTY?

Oteer: cunapom Mapdana.

10. YyeOHO-MeTOAMYECKOE U MH(POPMALIMOHHOE 00ecTieYeHre JUCIMILTHHbI

10.1. JIuteparypa:
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OcHoBHas:

1. bouxos, H. Il. Knuanueckas reneruka: yaeonuk / H. I1. boukos, B. I1. ITy3sipes, C. A.
CmupauxuHa. — 4-¢ usn., nepepad. u mon. — Mocksa: ' D0TAP-Menua, 2020. — 592 c. — ISBN
978-5-9704-5860-0. — Tekct: anekrponnsiii // DbC "KoncynsranT crynenta": [caiit]. — URL:
http://ezproxy.ssmu.ru:2048/login?url=http://www.studentlibrary.ru/book/ISBN9785970458600.
html

2. HacnencrBenHble 00JIe3HU: HAIMOHAIBHOE PYKOBOJICTBO : KpaTkoe u3aanue / pen.: E. K.
['untep, B. 1. ITy3sipeB. — MockBa: [DOTAP-Menua, 2017. — 464 c. — ISBN 978-5-9704-3969-
2. — Texkcr: oanextponnsiii // DObC "KoncynpranT Bpawa": [caiit]. — URL
http://ezproxy.ssmu.ru:2048/login?url=http://www.rosmedlib.ru/book/ISBN9785970439692.htm
|

3. Unzens, T. H. Juddepenumanbupiii auar€Ho3 TEHETHYECKH JAETEPMUHUPOBAHHBIX

CHHIPOMOB M HaciencTBeHHbIX 3aboneBanuii / T. H. Muzens. — MockBa: MeaunuHckoe
uHpopmannonHoe arenrctBo, 2016. — 192 c. — ISBN 978-5-9986-0276-4. — Tekcrt:
anekTpoHHsld // OBC "MenuuuHckoe wuHOpManuoHHoe areHTtcTBO": [caift]. — URL:

http://ezproxy.ssmu.ru:2048/login?url=https://www.medlib.ru/library/library/books/3205

4. Kaccumepuc JI., Okc P., JIptoun b. Knerku no Jlstouny / Pen. Kaccumepuc JI., JIbtonn
b. — M.: JIaboparopus 3nanwmii, 2021. — 1056 c.

5. Kopd B.P., ITputuapa 1.Jx. Harnsagnas menunuHckas renetrka / Pen. Boponuna E. —
M.: ITD0TAP-Menua, 2018. — 304 c.

6. Kpeoc Ix., Kunmanatpuk C., Tonmgmreiin O. 'enst o JIstouny / Pen. Pe6puxos J1.B. —
M.: Jlabopatopust 3uanuii, 2019. — 919 c.

7. HacnenctBenHslie HelipoMeTabonnueckrue 00JIe3HU IOHOIMIECKOTO M B3POCIOro BO3pacTta
[OnexTpoHHbIN pecypce] : HayuHoe usganue / I'. E. Pynenckas, E. FO. 3axapoBa. - DneKTpoH.
TekcToBbie gaH. - M. : ITDOTAP-Menua, 2019. - 392 c., 1 on-line. - (bubmuoreka Bpava-
cnenuanucra). - CucreMm. TpedoBanus: ADOBE ACROBAT READER 7.0 ; Windows 2000 u
BBIIIIE. - 3arfl. ¢ TUTYN. JKpaHa. - DJEKTPOH. Bepcus med. myonukanuu. - JlocTymeH mocie
aBTOPU3ALINH.

JdomosiHuTEIBHAS:
1. bapanos B.C., Ky3neuosa T.B. u np. I[IpenaranpHas nuarHOCTMKa HacCJIEICTBEHHBIX
6one3neit. Cocrosaue u nepenektussl. — CI16.: U3a-sBo H-JI, 2020. — 503 c.

2. DHJIOKPUHOJIOTHUS [ DJNEKTPOHHBINH pecypc| : HaIMOHAJIBHOE PYKOBOJCTBO : KpaTKOE
uznanue / nox pex. : M. U. lenosa, I'. A. MenbHUYEHKO. - 2-€ U3]1., Tepepad. U AOI. - DIEKTPOH.
TekcToBble gaH. - M. : I'DOTAP-Memua, 2020. - 832 c., 1 on-line. - (HamuonanbHbie
pykoBojicTBa). - Cucrem. tpeboBanus: ADOBE ACROBAT READER 7.0; Windows 2000 u
BBIIIE. - 3arjl. ¢ TUTYJ. JKpaHa. - JJEKTPOH. BepcHs med. myOnumkanuu. - JlocTymeH mocie
ABTOPHU3AIINU.

3. 'eHeTrnka B KIMHHYECKOW mpakTuke: PykoBomcTBo s Bpaueit / B. H. T'opOyHoBa, M.
A. Kopxenesckas, JI. E. Auucumosna [u ap.; [lox obmieit pexakmueit B. H. T'opOyHnoBoii, M. A.

Kopxenesckoit. — Cankt - IlerepOypr: OOIIECTBO ¢ OrpaHUYEHHOW OTBETCTBEHHOCTHIO
"UznarensctBo "CnerJlut", 2015. — 329 c¢. — (PykoBoactBo mis Bpaueid). — ISBN
9785299006728.

4. TlepuHaTanbHas TUATHOCTUKA HACIEICTBEHHBIX Oone3Hel. COCTOSIHUE U MEePCTIEKTUBHI /
B. C. bapano, T. D. Hpamenko, T. K. Kameea, T. B. Ky3nemoBa. — 2-¢ wu3nanwme,
nepepabotanHoe u gomnonHeHHoe. — Cankr-IlerepOypr: OOO "Oxo-Bektop", 2017. — 471 c. —
ISBN 9785906648501.

5. l'eneruka yenmoBeka mo @oremo u Motyncku. [Ipobraemsr u momxonsr [Tekcr] :
pykoBojactBo / moxa pena. M. P. Cneituepa, C. E. Antonapakuca, A. I'. MoTyncku ; Hayd. pe.
nep. B. C. Bapanos ; pexn. nep. T. K. Kameesa, T. B. Ky3nenosa. - 4-e uzn. - CII6. : H-JI, 2013. -
1056 c. : puc., taba. - IIpeam. ykas.: ¢. 1030-1056. - ITep.u3a.: Vogel and Motulsky's human
genetics. Problems and approaches : with 343 figures and 76 tables / M. R. Speicher, S. E.
Antonarakis, A. G. Motulsky. - 4th, completely revised ed. - Berlin, 2010. MykoBucuumao3:
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moHorpadus / pea. H. U. Kanpanos, H. }0. Kamupckas. — MockBa: Mennpakruka-M, 2014. —
672 c. — ISBN 9785988033141. - Tekcrt: snekrponnsiii // ObC "BookUp": [caiiT]. — URL:
http://ezproxy.ssmu.ru:2048/login?url=https://www.books-up.ru/book/mukoviscidoz-2403332/

10.2. TIpodeccuonaibHble 0a3bl AAHHBIX U HHPOPMANMOHHBbIE CIPABOYHbIE

CHUCTEMBbI
Marepuanbsl  kypca pasmemensl B OMOC Tomckoro HHUMI[ wu  moctynHbl
3aperuCTPUPOBAHHBIM MOJIb30BATEISIM https://new.education.cardio-

tomsk.ru/course/view.php?id=12

JlocTyn K 31€KTpOHHBIM OMOIMOTeKaM U 0a3aM JaHHBIX OCyIlecTBisieTcs yepe3 «Eannoe
OKHO  yJNAJeHHOrO JIOCTyNa K DOJEKTPOHHBIM  pecypcam». Ajpec ans  paboOThI:
http://ezproxy.ssmu.ru:2048/ my1st 3aperucTpUPOBAHHBIX TOJIB30BATEIICH

- EastView Information Services (MBUC.IToanucka Ha NEPHOIAYECKUE U3TAHUS)

- eLIBRARY.RU

- ObC "KoHncynbranT cTyaeHra”

- DnekTpoHHas MeAuLMHCKas Oubinoreka "KoHcynbTaHnT Bpaya"

- AHOHC Hay4YHO-MeIUIMHCKUX KoH(pepeHuui ("KoHncynpTant Bpaua')

- 9bC "Book-Up"

- 9BC "Jlanp"

- 9bC "BOOK.ru"

- ObC "lOpaiit"(cTapas mnatdopma)

- OBC "lOpaiit" (HoBas Tutatdopma)

- Menuuunckoe napopmanronnoe arenrcrso (MUA)

- HarmonansHas DnektpoHHas Oubnuotexa H30.pd

- Polpred.com

- 3apyOexHbie 6a3bl JaHHBIX:

- American Heart Association Journals (acccess until 14.01.2020)

- ScieceDirect

- ClinicalKey

- MEDLINE Complete EBSCO Publishing

- Nature Publishing

- Science

- Scopus

- SpringerLink

- zbMATH (maremaruka)

- Wiley Online Library

- Web of Science

- OTKpBITBIE 0a3bl TaHHBIX:

- Poccuiickas  T'ocymapctBennass  buOmmoreka (PI'B) pexum  gocryna:
https://www.rsl.ru/

- ®denepanbHas JIEKTPOHHAS MeauIMHCKas oubmmoreka (POMB) pexxum nocryna:
http://www.femb.ru/feml/

- bubmuoreka HUM tpaBmatonmoruum u oproneaun um. P.P. Bpenena pexum
noctyna: http://library.rniito.org/autrights.html

- PsyJournals.ru — poccuiickass 0a3a Hay4YHBIX M  HAYYHO-TIPAKTHUECKHX
NEPUOANYECKUX H3JAaHHWKA M0 IMIUPOKOMY CHEKTPY aKTyalbHBIX MPOOJIeM MCHUXOIOTHYECKON
HayKH, TPAKTUKH B 00pa3oBaHus. pexXuM aoctymna: https://psyjournals.ru/

- Consilium-Medicum — xypHajbHas KOJUICKIUS H3IATEIBCKOTO XOJJIMHIA
«Menna Memukay pexxum gocrtyma: http://con-med.ru/

- Hanmonaneshas anekrponnas 6ubnuoreka (HOB) pexxum nocryna: http://H36.pd

- Nurepner-Bepcust  CIIC «Koncynprant  Ilmroc»  pexxuM — AocTyma:
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http://www.consultant.ru/

- OUIIC (dDenepanbHblii MHCTUTYT IMPOMBILIUIEHHOW COOCTBEHHOCTH) — 0asza
nateHToB P® pexxum noctyma: https:// wwwl . fips.ru/

- PubMed — Bepcus xkpynHeiimeir Oubmuorpaduueckoit 0aser  Medline
https://pubmed.ncbi.nlm.nih.gov/

- PubMed Central — otkpbiTas mnoaHOTeKCTOBas ©0a3a  HarmonanbHOM

Amepukanckoir Memunuackon bubmmoreku https:// www.ncbi.nlm.nih.gov/pmc/

- Directory of Open Access Journals (DOAJ) — otkpbiTast Oubauorpadpudeckas
0a3a MepuoJMKH 10 Pa3IMYHBIM TUCHHIUIMHAM. https://doaj.org/

- Caiit BceMupHO# opraHu3aiuu 3paBooxpanenus http:// www.who.int/ru

- KoxkpeitnoBckoe (KokpaHoBckoe) coTpynHuuecTBo https:// www.cochrane.org/

- Axanemus Google (Google Scholar) — mnpunoxenue ot kommanuu Google,
OCYILECTBIISIIONICE TIOMCK PEICH3UPOBAHHBIX HAy4yHBIX CTaTred, 0030poB, MOHOrpaduii u
yueOHUKOB https://scholar.google.ru/

- Espacenet — cepBep EBpazuiickoro HaTeHTHOTO BE€IOMCTBa
https://ea.espacenet.com/

- United States Patent and Trademark Office — 6a3za mnarentoB CIIIA
http://patft.uspto.gov/

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

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

- cBioPortal for Cancer Genomics

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

10.3 KnuHu4YecKue peKOMeHIaluu

1. Hapymenust oomena menu (6one3nb Bunbcona) y nereii: MKbB 10: E83.0: knuHuueckue
pexoMenaanuu / MunucrepctBo 3apaBooxpanenus: Poccuiickoit denepauun. — Mocksa, 2016 —
36 c¢. — Tekcrt : anextponnsiit // Coro3 neauarpoB Poccun : [caiir]. — URL: http://www.pediatr-
russia.ru/information/klin-rek/deystvuyushchie-klinicheskie-
rekomendatsii/%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C%20%D0
%92%D0%B8%D0%BB%D1%8C%D1%81%D0%BE%D0%BD%D0%B0%20%D0%A1%D0
%9F%D0%A0.v2.pdf —https://clck.ru/NWog2 kopoTkas ccbuika

2. bonesns I'ome y nereii: MKb 10: E75.2: xnuanveckue pekoMeHaauy / MUHUCTEPCTBO
3npaBooxpanenust Poccuiickoit ®enepanuu. — Mocksa, 2016 — 28 ¢. — TekcT: 2MeKTpOHHBIN //
Coro3 memmatpoB Poccum: [caiit]. — URL: http://www.pediatr-russia.ru/information/klin-
rek/deystvuyushchie-klinicheskie-
rekomendatsii/%D0%9A%D0%A024%20%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D
0%BD%D1%8C%20%D0%93%D0%BE%D1%88%D0%B5%20%D0%A1%D0%9F%D0%A0.
pdf (mata obpamenus: 18.05.2020). —https://clck.ru/NWoxc kopoTkast cchliika

10.3 MeToauueckue pa3padoTKu:

1. COopHUK 3a7a4 MO OOIIEH W MEIUIIMHCKOW TeHETHKEe [DJIEKTPOHHBIN pecypc|:
yuebHo-MeToauueckoe nocodue / A. I'. CemenoB [u np.]; peu. O. A. CamokoBa; CuOupckuit
MeaunuHCKUi yHUBepcuteT (Tomck). - DiekTpoH. TekcToBble naH. - Tomck: M3marenbcTBO
CubI'MY, 2020. - 178 c.

2. DeHNIKETOHYpHUS M HapyIICHUsT 0OMEeHa TeTparuapoononTepuna y aerei [Tekcr]
: pykoBoactBo s Bpaueir / Coro3 memuatpoB Poccum (M.), Accoumanuss MeIMIIMHCKHX
reHetukoB (M.) ; mox pen. A. A. bapanosa, JI. C. Hama3oBoii-bapanosoii. - M. : Ileguatpb,
2017. - 48 c. : Tabm., puc. - (bonesnn nerckoro Bo3pacra ot A a0 S ; Bemmyck 14). - bubmuorp.:
c. 28-30 (28 nass.). - IIpuin.: c. 31-45.

3. Axynenko, JI. B. MenmunuHckas reHetuka : y4e0. IS CTYACHTOB CpE..
oOpa3oBar. yupexaeHuii U (ak. cpen. mpod. oOpazoBaHUs MeEI. BY30B, OOYYarOIIMXCS TIO


https://www.malacards.org/
http://www.genecards.org/%20Все

27

crenranbHOCcTsIM 060101, 52 "Jlewe6. neno", 060102. 51 u 060102. 52 "Axymep. aemno", 060501.
51 "Cectp. neno" no mucuurumae "Men. renetuka” / JI. B. Akynenko, U. B. Yrapos ; mox pexn.
0. O. Snymesuya u C. JI. Apytionosa. - Mocksa : [DOTAP-Menua, 2013. - 208 c. - ISBN 978-
5-9704-2495-7. - Texkct : snekrponHsii / ObC "KoncyneranT crynenta" : [caiit]. - URL :
https://ezproxy.ssmu.ru:2877/book/ISBN9785970424957 .html (mara obpamenus: 12.10.2021). -
Pexxum noctyna : 1o noanucke.

4, KnuHuKo-reHeanornyeckuii aHaiau3 W o0jacTd ero mnpuMeHeHus [Tekcr]
y4eOHO-METOMYeCKOe TOoco0Me JUIi CHCTEMBl  IOCIEBY30BCKOTO  MPO(ECCHOHATBLHOTO
obpazoBanust Bpaueir / JI. Il.Hazapenko, O. A.CamokoBa ; CHOUpPCKHI MEIUIIMHCKUN
yauBepeuteT (Tomck). Kadenpa menunmnckoit renernkn, HUW menumnunackoit renerukn THIL
CO PAMH (Tomck). JlabopaTopus HaciaeACTBEHHOH maronoruu. - Tomck : IleuaTHas
manydaktypa, 2004. - 56 c. - (HacneactBeHHoCTh 1 310poBbe / pen. B. I1. I1y3bipeB ; BBITyCK
5).

5. OmHOPOIUTENIbCKHE TUCOMUU U O0sie3HH reHoMHOTro umnpuHntuHTa [Tekct] / C.
A. Hazapenxo, E. A. CaxenoBa ; HUN megununckoit renetuku THL CO PAMH (Tomck),
Cubupckuit mequuuHckuii yHuBepcuteT (Tomck) // MoneKkynspHO-0H0IOTHYECKHE TEXHOIOTHI
B MEAMIIMHCKOW TpakTHKe : COOpHHMK HaydHbIX TpyaoB / HoBocuOupckuii o00macTHOI
KIMHWYecKni nuarnoctudeckuid neHtp (Hoocubupck), HUW memuumuckoit renernkn THL]
CO PAMH (Towmck), Meauko-renernueckuid Hayunsiii ientp PAMH (M.), HUU akymepctBa u
runekonoruu um. JI. O. Orra C30 PAMH (CII6.); pen.: A. b. Macnennukos, B. I1. [1y3sipes. -
HoBocubupck : Ansa Bucra, 2005. - Beimyck 7. - C. 98-125 . - ISBN 5-94931-008-X

6. [{uToreHeTrnka 4enoBeka U xpomocomHubie 6oe3nu [Tekct] / C. A. Hazapenko,
0. C. fxosneBa ; HUM wmemununckoit reneruku THIL[ CO PAMH (Tomck), Cubupckuit
MemuimHckuit  yHuBepcuteT (Tomck) // MonekynsapHO-OMOJIOTHUYECKHE  TEXHOJOTUH B
MEAWIIMHCKOW TIpaKTHKE : COOpPHMK HaydHbIX TpyaoB / HoBocubupckuii 001acTHOM
KkuHU4eckuit auarnoctuyeckuit neHtp (HoBocubupck), HUW menunuuckoit renernxku THIL]
CO PAMH (Tomck), Menuko-renernueckuit Hayunsiii nentp PAMH (M.), HUU akymepcTBa u
runekosoruu um. JI. O. Orra C30 PAMH (CII6.); pen.: A. b. Macnennukos, B. I1. ITy3sipeB. -
HoBocubupck : Anbda Bucta, 2005. - Beimyck 7. - C. 6-59 . - ISBN 5-94931-008-X

7. HacnenctBennocts u  Ooine3nu jerkux [Tekcr] : yueOHOe TmocoOue s
ciymaTeneil cucTeMbl IMOCIEBY30BCKOTO MHpodeccnoHaabHOro obpa3oBaHus Bpauedt / I'. H.
CeuroBa [u np.] ; Cubupckuii MemunuHckuii yHuBepcurer (Tomck), HUUM menuuumuckoit
renetukn THI[ CO PAMH (Tomck). - Tomck : IleuatHas manydakrypa, 2008. - 84 c. -
(HacnenctBeHHOCTH M 30pOBBE ; BHITYCK 8). - JIui. moroBop Ne 1 ot 01.12.2011 r. - ISBN 978-
5-94476-149-1

8. Monexynsapubie  ocHOBbl JIHK-muarnocTuku  HacnmeACTBEHHBIX — OOJe3HEH
yenoBeka [Tekct] : yueOHoe mocobue / O. H. OnunokoBa, B. A. Crenanos ; pen. B. I1. ITy3sipes
; Cubupckuit menuuunckuit ynusepcurer (Tomck), Kadbeapa menununckoit reneruxu, HUU
memuinacko reHetukn THI[ CO PAMH (Tomck). - Tomck : STT, 2001. - 40 c. -
(HacnencTBeHHOCTH M 3JIOPOBBE ; BBIMYCK 2). - bubimorp.: c. 41 (7 Ha3B.). - ISBN 5-93629-098-
0

9. [{uToreHeTrKa HapyleHH SMOpHUOHANIBLHOTO pa3BUTHUs uenoBeka. Jlebenes V.H.,
Hukutuna T.B., yuebHO-MeToquueckoe nocodbue/ moxa pen. B.IL. IlyssipeBa; - Tomck: u31-BO
«Ileuarnas manydakrypan, 2013.-124 c.

10. ApxuTeKTypa T€HOMa W XpPOMOCOMHBIE Oo0yie3HH. CHUHAPOMBI PELHUPOKHBIX
MUKpoJenenuii 1 Mukpoayruukanuii [ Tekct] : atmac / A. A. Kamesaposa, U. H. Jlebenes, JI. I1.
Hazapenko ; pen. B. II. Ily3sipes ; HUM meauumnckoii renerukun THI[ CO PAMH (Tomck). -
Tomck : IlewatHas manydaxtypa, 2014. - 56 c. : puc., Tabn. - bubmuorp. B KOHIIE TJaB. -

ISBN 978-5-94476-295-5

11. TlmanupoBaHWE HCCIECNOBAHUM 110 TEHETHUKE MHOTO(MAKTOPHBIX 3a00JICBaHUN U
CJIO)KHOHACIEyeMbIX cocTosiHUMA [Tekct] : yueOHOoe mocoOue s ciymiareneid CHUCTeMbl
MOCJIeBY30BCKOTr0 mpodeccrnonansHoro oopasosanus / A. H. Kyuep ; peu. JI. I1. Hazapenko ;
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HUN wmenuumackoit renetukn THI[ CO PAMH (Tomck), CuOupckuii MeTUIIMHCKUN
yauBepcuteT (Tomck). - Tomck : 6. u. ; HoBocubupcek : Akagemusaar, 2015. - 88 c. : Tadm., puc.
- (HacnencrBenHocts u 310poBke / mox pen. B. I1. Ily3eipeBa ; Beimyck 13). - ITpw.: c. 75-83. -
bubGnuorp.: c. 84-87 (32 na3s.). - ISBN 978-5-9906016-7-3

12. Knuandeckue acmekThl WHTEUIeKTyalbHbIX HapymeHnun [Tekcr] / JI. I1. Hazapenko,
M. C. Hazapenko ; HUN menunmnckoit renernkn THI[ CO PAMH (Tomck) // MonekynsipHo-
OMOJIOTHYECKHE TEXHOJOTMH B MEAMIMHCKOW NpPaKTHKE : COOPHUK HAy4YHBIX TPYyIoB /
HoBocubupckuii obnacTHoOi kiuHWYeckwuit auarHoctudeckuii mnentp (HoBocubupck), HUU
meaunmackor renetnkn CO PAMH (Tomck), Menuko-renernueckuii Haydnbiid neHtp PAMH
(M.), HUMN akymepctBa u rtumaekomoruu um. J[. O. Orra C30 PAMH (CII6.), HUU
MouteKysipHoit 6nonoruu u ouodmsukun CO PAMH (HoBocubupck) ; pea. A. b. MacieHHUKOB.
- HoBocubupck : Anbda Bucra H, 2009. - Bemyck 13. - C. 139-163 . - ISBN 978-5-9901544-2-1

10.4 HopMaTHBHO-TIPABOBbIE TOKYMEHTHI:

1. ®enepanbubiii 3akoH oT 01.11.2011 No 323-®3 «O06 ocHOBax OXpaHbI 30POBBS
rpaknadn B Poccuiickoit ®enepanuu» [DnekTpoHHBIH pecypc]. — Pexum gocrtyma:
http://nasci.ru/education/clinic_recommendations.

2. Ilocranosnenue [IpaBurensctBa PO ot 04.10.2012 N 1006 "O6 yrBepxaenuu [Ipasun
MPEIOCTABICHUSI MEAUIIMHCKIUMH OpPraHU3alMsIMU TUIAaTHBIX MEAUIIMHCKUX yCIyr"

3. Ilpukaz Munsnpasconpaszsutusi Poccun ot 15.05.2012 N 543u (pen. ot 21.02.2020)
"O6 yrBepxkneHuu IlomoskeHuss 00 opraHu3aluu OKa3zaHUS MEPBUYHON MEIUKO-CAaHUTAPHOM
MTOMOIIIUA B3POCIIOMY HaceJIeHUI0"

4. Tlpukaz MunzgpaBa Poccun ot 20.12.2012 N 11771 (pea. ot 17.07.2019) "O6
YTBEPKACHUM MOPAJKA Aaud MHPOPMUPOBAHHOTO JTOOPOBOJIBHOTO COTJIacHsi Ha MEAMIIMHCKOE
BMEILIATEIbCTBO U OTKa3a OT MEAMIMHCKOrO BMELIATENIbCTBA B OTHOILIEHHUM OINPEIEICHHBIX
BHUJIOB MEIUIIMHCKUX BMEUIATEIHCTB, (OpM MHPOPMUPOBAHHOTO AOOPOBOJIHLHOTO COTJIACHsl Ha
MEAMIIMHCKOE BMEIIATENHCTBO U (HOPM OTKa3a OT MEIUIIMHCKOTO BMeIIaTeIbCcTBA"

5. Ilpukaz MunznpaBa Poccum ot 29.06.2016 N 4251 "OO yrBepxknenun [lopsiaka
03HAKOMJICHHUS MAIMEHTA JHOO0 ero 3aKOHHOTO MPEACTABUTENS ¢ MEAUIIMHCKON IOKYMEHTAIIUEH,
OTpa)karolllel COCTOSTHUE 3710POBbs MalueHTa"

11. MaTepuajbHO-TeXHUYeCKOe o0ecneyeHue
[IpenonaBanre TUCUMIUIMHBI ocyiiecTiusercss Ha 0aze HUM mMenuuuHCKON reHeTHku u
reHeTuyeckoil kimHuku. OOpa3oBaTenbHbIN Ipolecc 00ecnedeH crennaIbHo 000pyI0BaHHBIMU
MOMEIIEHUSIMH JUTS TPOBEICHUS YUEOHBIX 3aHATUH, B TOM YHCIIE:
1.  Vuebnast (NEeKIMOHHAs) ayaWTOpHUS: aBTOMATU3MPOBAaHHOE paboyee MECTO JIEKTOpa,
MyJIbTUMEANHHOE 000pyI0BAHUE.
2. Tlomemenus, TpPeAyCMOTPEHHBIC JJIS OKa3aHUS MEIUKO-TCHETHYECKOW IMOMOIIN
NalUeHTaM, B TOM YHUCIIE CBSI3aHHBIE C MEIMLMHCKUMU BMEIIATENbCTBAMH, OCHAIIEHHBIE
CHeralI3UpOBaHHBIM 000pyA0BaHUEM U (MJIM) MEIULIMHCKUMHU U3AETUSIMHU U PACXOTHBIM

MaTepUaIIOM;

3. ITomemenns B  KIMHUKO-IUArHOCTUYECKOH, IIUTOT€HETUYECKOHM, OHMOXHMMHYECKOMN
naboparopusx Jis MPOBEIEHUsI 1ab0paTOPHBIX METOJOB JAMATHOCTUKH HACIEICTBEHHOMN
ITaTOJIOTHH;

4.  TlomemeHus Ui CaMOCTOATEIbHONW pabOTHl 0O0YUYaIOIIUXCSI OCHAIICHBI KOMITBIOTEPHOM
TEXHUKOW C BO3MOXKHOCTBIO MOJKITIOUEHUS K ceTH "MHTepHeT" u o0ecredyeHneM J0CTyma B
AIIEKTPOHHYIO WH()OPMALIMOHHO-00pa30BaTENLHYIO CPEAY OPTaHHU3AITIH.

IIporpammHoe obecnevyenune

JluneH3uu Ha MPOrpaMMHOE OOeCTICUeHUE:

ABBY FineReader 11 : AF113U1V25102,;

Statistica 10 : AXA201F221404FACNZ25-J (concurrent network version);

Microsoft Office 10: Ne 49471272 ;



Windows Pro 7 : Ne 49480282;
Dr.Web (xopm. kinuent-cepBepHasi) : Ne143565634 ;

Adobe Acrobat Reader :
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(https://wwwimages2.adobe.com/www.adobe.com/content/dam/acom/ru/legal/licenses-
terms/pdf/PlatformClients PC_ WWEULA-ru_RU-20150407_1357.pdf);
Moodle : GNU Public License (https://docs.moodle.org/dev/License);

7-zip: GNU LGPL (https://www.7-zip.org/license.txt);

BigBlueButton:  GNU

LGPL

(https://bigbluebutton.org/open-source-project/open-source-

license/) https://directory.fsf.org/wiki/BigBlueButton#tab=Details12. Kagposoe obecrneucHme
00pazoBarTenbHOro Mpoiiecca

HanmenoBanue
pa3aesnoB WK TeM
JACIUIIINHBI

damums, ums,
OTYECTBO
TperogaBaTess

Yyenas
CTEIEHD,
ydeHOe 3BaHHe

OCHOBHOE MECTO
paboTHI,
JIOJDKHOCTD

Mecto paboTsI u
JIOJDKHOCTB 110
COBMECTHUTEILCTBY
(pm HANTHYVIH)

1. Pasgemnsr
1,2,3,4,5,6,8,9,10

Hazapenko JIIL.

I.M.H.,
npodeccop

H1UN
MEIULIMHCKON
TCHCTUKU
Tomckoro
HUMII, 3am.
JUpEKTOopa 1Mo
JeueOHOM 1
Hay4Hoil pabote

2. Paznenst 4,7,9

CamoxoBa O.A.

K.Mm.H.

504141
MEIULIMHCKOH
FEeHETHUKHU
Tomckoro
HUMII, c.u.c.

3. Pasgensr 10

CierioB A.A.

KwMm.a.

H1U
MEIULIMHCKON
T€HETHKH
Tomckoro
HUMII, m.H.cC.

4, Pasnen 3,4,5,6,7,9,10

Cepebpora B.H.

K.Mm.H.

HIN
MEJMIIMHCKOM
TeHETHKH
Tomckoro
HUMII, m.u.C.

5. Paznensr 7,8,9

bensesa E.O.

KwMm.H.

H1HN
MEIUIITHCKOM
TeHETUKU
Tomckoro
HMMI], 1.c.,
Bpau-renetux

6. Paznensi 2,4, 8,9, 10

donosa E.A.

HUN
MEIUIIMHCKON
T€HETUKHU
Tomckoro
HUMII, m.H.C.

7. Pasnensr 7

MpmunariueBa
JLA.

Jl.m.H.

HIN
MEIUIIMHCKON
TeHETUKU
Tomckoro
HUML, Bpau-
TeHETUK

8. Paznenst 7,8,9

CewntoBa I'.H.

H1U
MEIHUITHCKOMN
TeHETHKH
Tomckoro
HWMLII, Bpau-
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TeHETHKa,
TJIaBHBIN Bpad
MeIHUKO-
TeHETUYECKOTro
LIEHTpa
(I'enetnueckoit
KJIIMHUKH)
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