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1. OBIIME ITOJIOXKEHUA

AKTYaJIbHOCTb.

HaGnromaemsplii B mocieHue ACCATHICTHS MPOrpecc B 00JacTH MEAWIMHCKOW T€HETUKU MPUBET K
pa3paboTKe M BHEAPCHHIO B KIMHUYECKYIO IPAKTHKYy METOJOB MOJEKYISAPHOW JUArHOCTUKH,
MIO3BOJISIFOIIMX ONPENENIATh UHANBH/IYyaJIbHbIE COCTOSHUS HE TOJIBKO OTJEJIbHBIX T'€HOB, HO U T€HOMA
B LeloM. B Hacrosimee BpeMsi aKTHBHO MCCIEAYIOTCS AacCOLMALMU MEXAY CTPYKTYPHBIMU
0COOEHHOCTSIMH T'€HOB, PETYJISIIMEN WX SKCIIPECCUU U PA3IMYHBIMH MAaTOJIOTHYECKUMH COCTOSHHUSIMA
yenoBeka. Ha 5Tol OCHOBE mpeiiaraioTcsi MPUHIUIIHAIBLHO HOBBIE IMOAXOABI K NMPO(UIAKTHKE H
JICUEHUIO TSDKENBIX HACJIEJICTBEHHBIX 3a00JIeBaHUM, JO HEJABHEIO0 BpPEMEHM CUMTABIIHXCS
HEM3JIEYMMBIMU. MHOTHE HAaCJIeACTBEHHBIE OO0JIE3HM SHAOKPHHHOM CHCTEMBI OOYCIIOBJICHBI
MyTallUIMM B T€HaX TOPMOHOB, HUX pEUEenTopoB, (pepMeHTOB OuMOCUHTE3a M MeTaboiu3ma. Tak,
pa3auyYHbIE CHHAPOMBI THIEPATBAOCTEPOHU3MA M THIIOAIbJ0CTEPOHU3MA CBSI3aHBbl C M30BITOYHOMN
MpOIyKIMEeH WM JeUUUTOM anbaocTepoHa. HacnencTBeHHass HEIOCTATOYHOCTh FOPMOHA pocTa
MIPUBOJUT K KapJUKOBOCTH, a Je(EKThl TUPEOUTHOrO OOMEHA MOTYT OBITh MPUYUHOMN BPOKJIEHHOTO
runoTupeosa. ['eHeTmyeckne HapylnieHUs TOPMOHAIBHOW PETYISALMM 3araca 3HEPrud B KMPOBOH
TKaHU aCCOIMMPOBAHbI C PA3BUTHEM HACJIEACTBEHHBIX (POPM OKUPEHUS. AYyTOMMMYHHOE TIOpakKeHHE
OCTPOBKOBOIO ammapara IMOJKETYyJOYHOU KeJIe3bl U MHCYIMHOPE3UCTEHTHOCTh COIPOBOKIAIOTCS
HapylIeHUsIMH MeTabom3Ma yriieBoJ1oB, oOyciaaBianBasi pa3BUTHE caxapHOro quadera. B stnonorun
OOJIBIIMHCTBA CIy4aeB caXxapHOro quadera yJacTBYIOT KakK CpPeOBBIE, TaK U TeHeTH4Yeckue (hakTopsl,
XOTSl CYIIECTBYIOT M MOHOTeHHbIe (popmbl 3TOro 3aboseBanus. Co3gaHHBIE B IMOCIEIHHE TOJAbI B
Hamel crtpa”e LleHTpbel MoOnekymsipHOW IUArHOCTHKM TO3BOJISIIOT IPOBOJAUTH WHAWBUIYaJIbHOE
TECTUPOBAHUE COCTOSIHUS JECATKOB M COTEH I'€HOB, OTBETCTBEHHBIX 3a PAa3BUTHE HACJEICTBEHHBIX
SHJIOKPUHOMATUN M y4YacTBYIOIIMX B (DOPMHMPOBAHUHM HACIEICTBEHHOM MpPEIpPacHOOKEHHOCTH K
pasnmuuHbIiM dopMaMm auaderta. OMHAKO TMOAABIISIONICE OOJBIIMHCTBO BpaueH, MpernojaBaTeie u
CTYICHTOB MEIULMHCKUX BY30B HE 3HAKOMBI C JTUMH JOCTHKCHHAMHM W BO3MOXKHOCTSIMH HX
IIPAKTUYECKOIO HCIO0JIb30BaHUA. CIBHI B T€HETMYECKOM MBIIUICHHH Bpadya MOXKET IIPOU30UTH
TOJIBKO B TOM Clly4ae, €Clid B y4eOHbIe IIPOrpaMMbl KaKJOM KIMHUYECKON MEIUIUHCKON Kadenpsl
OyZyT BBE/IEHBI CBEJICHNUS, KaCAIOIUECs MOJIEKYJIIPHOM 3THOJIOTUH U NTaTOr€HE3a HACJIEACTBEHHBIX U
MHOTO(AaKTOPHBIX 3a00JI€BaHUI, COOTBETCTBYIOIIMX Npoduito AaHHOW Kadenpel. Ilpemnaraemas
yuebHas IporpamMma HalpaBjieHa Ha IIOBBIIIEHWE YPOBHS TI'€HETHYECKOro 0Opa3oBaHUs
npernoaBateieil kagenp SHI0OKPUHOJIOTUH U Bpayei SHAOKPHUHOJIOTOB.

ean om0 aHUTEbHON NPogecCHOHATBHOM MPOrPaMMbl MOBBITIEHUS KBATM(DHUKAIIUKA Bpadeh 1o
CHEIHAIbHOCTH «T'€HETHKa» (Jajee — mporpaMMa), B COOTBETCTBHUHU C MOJIOXKEHUsIMU dacTedt 1 u 4
cratbu 76 ®enepanbHOro 3akoHa «0O0 oOpasoBanuu B Poccuiickoit ®enepamumy» P3- 273 or
29.12.2012 r., 3akirouaeTcss B YJOCTOBEPEHHH OOpa3oBaTENbHBIX U  MHPOdECCHOHATBHBIX
noTpebHOCcTeH, NPO(EeCCHOHATBPHOIO pa3BUTHsS 4YeJIOBeKa, OOECHEYeHUHU COOTBETCTBUS €ro
KBJIM(DUKAIIMKM MEHSIOIUMCS YCIOBUSAM MPodEeCCHOHATbHON AEATeIbHOCTH U COLUATBHOMN CPEeIbl.

JlaHHas mporpamMma HalpaBlieHa Ha COBEPLICHCTBOBAaHME HMEIOIIMXCS M IOJY4YE€HUE HOBBIX
KOMIETEHIMH, HEoOXOMUMBIX [uid  NpodecCHOHANBHONM  JEATENIbHOCTH, W IOBBIIIEHUE
po(hecCHOHABHOTO YPOBHS B paMKax UMEIOIIENCs] KBAIU(UKAIUH.

TpynoemMkocTb OCBOEHHS — 36 aKaleMUYECKUX YaCOB.
1 akagemuyeckuil yac paBeH 45 MUHyTaM.
1 akagemuveckuil yac paBeH | Kpeaury.

OCHOBHBIMU KOMIIOHEHTaMH MPOTrpaMMBbl SIBJISIOTCS:
- aKTyaJIbHOCTH;

- L1eJ1b IPOTPaMMBI;

- IJITAHUPYEMBbIE Pe3yabTaThl 00yUeHHUS;



- TpeOOBaHMUs K UTOTOBOM aTTECTAIIMU O0YJAIOLTUXCS;

- Y4eOHBIi IJ1aH;

- OpPraHU3alMOHHO-TIEJATOTHYECKUE YCIOBHS peaTu3alliy IPOTpaMMBbI;
- OILICHOYHBIE MaTEPHAIIBI.

Hnst hpopMupoBaHus NpoQecCHOHATBHBIX HABBIKOB, HEOOXOAMMBIX ISl MPOBEACHUS MPO(UIBHOM
MOMOIIY (AMarHOCTUYECKUX MCCIIEJ0BAHUI) B NMPOrpaMMe OTBOJSTCS Yachl Ha CTaXHUPOBKY (Hajee
CTX). Ilporpamma CTXX BKkIIOYaeT: MaHUMYJIALWW, HampaBlIeHHbIE Ha (QOopMUpOBaHHE
CHEeHaIbHBIX TPO(ECCHOHATBHBIX YMEHUH 1 HaBBIKOB.

CopepxxaHue MporpaMMbl IOCTPOEHO B COOTBETCTBUU C MOJYJIBHBIM HPUHIUIIOM, CTPYKTYPHBIMU
€MHULIAaMU MOJYJIS SIBJSIFOTCS pa3zenbl. Kaxaplil pa3ien Moayis noApasienseTcs Ha TEMbI, Kaxaas
TE€Ma Ha AJIEMEHTHI, KX/l 2JIEMEHT Ha Mo pIeMeHThI. [{i1s yno0cTBa MoJb30BaHUs MPOrpaMMON B
y4eOHOM Ipoliecce Kaxaas ero CTpyKTypHas eIuHuUIa Koaupyercs. Ha nepBom mecte cTaBUTCS KOJ
pasnena (Hanpumep, 1), Ha BTopoM Koja TeMbl (Hampumep, 1.1), nanee — kox aneMeHTa (Hampumep,
1.1.1), 3atem — ko noadiementa (Hanpumep, 1.1.1.1). KogupoBka BHOCUT onpenenéHHbIN TOPAA0K
B NIEpEYEHb BOIIPOCOB, COJAEPXKAIIUXCS B MPOrpaMMe, YTO B CBOIO OUY€pe]lb, NO3BOJISIET KOAUPOBAThH
KOHTPOJIbHO-U3MEPHUTENbHBIE (TECTOBbIE) MaTEpUAIbI.

VY4eOHBI TUIaH OIpenenseT TepeueHb, TPYAOEMKOCTh, TOCIEIOBATEIHEHOCTE W PacHpe/elicHHe
MOJTyJIeH (pa3/ienoB), yCTaHABIUBAET (OPMBI OpraHU3AMKH YIeOHOTO MpOoIecca U UX COOTHOIICHHE
(nexuun, CTK, npakTuueckue 3aHATus), POPMbI KOHTPOJISI 3SHAHUM.

B nmporpammy BKIIIOYEHBI IUTAHMpYEMbIE pe3yiabTaThl oOyueHus. Ilmanupyembie pe3ynbTaThl
oOyueHus1 HampaBJIeHbl Ha COBEPIICHCTBOBAHUE MPO(EeCcCHOHATBHBIX KOMIIETEHIIMN Bpaya-TeHeTHKa,
ero mnpodeccuoHaNbHbIX 3HaHWM, YMEHMI, HAaBBIKOB. B miaHuUpyeMbIX pe3ynbTarax OTpa)aercs
MIPEEeMCTBEHHOCTh C MPO(ECCHOHANBHBIMU CTaHIAPTaMHU, KBaJM(UKAIIMOHHBIMUA XapaKTEPUCTUKAMHU
[0 COOTBETCTBYIOLIUM JIOJDKHOCTSIM, MpOodeccusM M CIeUUaIbHOCTAM (WM, KBATH(QHUKAITMOHHBIM
TpeOOBaHUAM K MpodeccHOHANbHBIM 3HAHHUAM M HaBbIKaM, HEOOXOIUMBIM [JIsl HCHOJHEHUS
JOJKHOCTHBIX 00f3aHHOCTEH, KOTOpbIE YCTAHABIMBAIOTCS B COOTBETCTBUU C (enepaabHbIMU
3aKOHAMH U MHBIMHU IIPaBOBbIMH akTamu Poccuiickoit denepanuu o rocy1apcTBEHHOU CITyx0e).

B nononnuTenbHON npodeccuoHanbHOM MporpaMMe MOBBIMICHHS KBaM(UKAIIMKA Bpauei-TeHETUKOB
[0 CHENHAIBHOCTU «TE€HETHKa» coJeprKaTcsi TpeOoBaHUS K aTTecTanuu oOydarommuxcs. Mrorosas
aTTecTtalus IO MPOrpaMME OCYILECTBISETCS IMOCPEACTBOM TPOBEACHUS 3aueTa U BBISBISET
TEOPETUYECKYI0 M TMPAKTUYECKYIO IOJArOTOBKY OOYyYarolmerocs B COOTBETCTBUU C UEISIMU U
COJIep’KaHUEM IIPOTPaMMBI.

Opra"nu3anuoHHO-NeAarorniecke yCcJI0OBUs peaau3alu NporpamMmbl

YcnoBus pcalin3ainn HOHOHHHTGHBHOﬁ HpO(i)CCCHOHaHLHOﬁ IIporpaMmbl IIOBBIIICHUA
KBaJ'II/I(bI/IKaI_[I/II/I «HacnencrtseHHbie OHJAOKPHUHOIIATHH» BKIIIOYAKOT:

a) y4eOHO-METOJMUYECKYI0 JOKYMEHTAI[MI0 M MaTepuajbl MO0 BceM pazjenaMm  (MOJIYIsIM)
CIELUAJILHOCTH;

0) y4eOHO-MEeTOMUYECKYIO JIUTEPATYPY AJIs BHEAYAUTOPHOU pabOThl 00yJarOIIUXCS;

B) MaTepUaIbHO-TEXHUYECKHEe 0a3bl, 00ECIIeUNBAIOIINE OPTaHU3AIMI0 BCEX BUJIOB JUCLUIUIMHAPHON
IIOJATOTOBKH:

- yueOHBIE ayAMTOPUHU, OCHAIICHHbIE MaTepHajlaMd U 00OpyIOBaHMEM JUIsl MPOBEACHUS Y4eOHOTO
porecca;

- KIMHMYEeCcKHe 0a3bl B MEAUWIMHCKUX OpraHM3alusAX, Hay4YHO-HCCIEIOBATEIbCKUX OpPraHMU3alusiX
Munucrepcrsa 3apaBooxpanenus Poccuniickoit denepanuu;



r) KagpoBoe oOecleyeHne peaau3aldd MPOrpaMMbl COOTBETCTBYET TPEOOBAHMSAM INTATHOTO
pacniucanus kadeapsi;
1) 3aKoHoaTenbcTBO Poccuiickoit denepanuu.

1. ITTAHUPYEMBIE PE3YJIbTATbBI ObYUEHUSA
KBaJH/I(bI/IKaIII/IOHHaﬂ XapaKTCpUCTUKA 110 JOJZKHOCTH «Bpad-IrCHCTUKY
JloJ1zKHOCTHBIE 00SI3AHHOCTH

[IpoBOIUT KIMHUYECKHE AHATUTHYECKUE HCCIEJOBAHUS B COOTBETCTBHH C MpoduieM
71a00paTOPUH C MCIOJIb30BAaHUEM COBPEMEHHBIX KIIMHUKO-IUAarHOCTUYECKUX TEXHOJIOTHH, a TaKXKe
M3MEPUTENbHOW M aHaIUTH4YecKod ammapaTypbl. OpraHuszyer pabouee MeCTO Al NPOBEIEHUS
71a00paTOPHBIX UCCeN0BaHUN. ['0TOBUT HEOOX0AMMBbIE peaKTHBbI, 00padaThIBaeT OMOJOTUYECKUI
Marepuain JUls  HCcCieloBaHMs. BHenpser HOBbIE METOAbl  MOJEKYISIPHO-T€HETUYECKUX
UCCIIEJIOBAaHUN, UMEKIMe HauOOJIbIIYI0 AHAJUTUYECKYHD U  KIMHUKO-JUAarHOCTUYECKYIO
HaJIeKHOCTh TP MPOBEICHUN CEIIEKTUBHOT'O CKPUHUHTA. AHAIM3UPYET pe3ysibTaThl IPOBEIEHHbIX
UCCIeIOBAaHUNH U CIocoObl WX perucrtpanuu. Bener HeEOOXOJMMYIO  Y4E€THO-OTYETHYIO
NOKyMeHTaluio. ['0OTOBUT exemecsyHble OT4YeThl O CBOed paboTe, ydyacTBYeT B COCTaBIEHUU
rojoBoro oryera jabopartopun. OCyHmIeCTBISIET BHYTPHJIA0OPATOPHBIM KOHTPOJb KayecTBa
uccinenoBaHuid. ['OTOBUT mpennokeHuss MO TOBBIMIEHUIO 3((PEKTUBHOCTH TMPOBOIUMBIX
HCCleJOBaHUN U UX KadecTBa. [ OTOBUT Mpe3eHTaluu Mo BOMpocaMm J1abopaTOpHON TUArHOCTHKU
BpOXKICHHBIX M HaCJIeACTBEHHbIX 3a0oneBaHuil. QOOcienyer OOJBHBIX C HPUMEHEHUEM
CHEIUAIbHBIX TEHETUYECKUX METOJOB (IUTOreHEeTHYEeCKUE, ONOXUMHUYECKHE, UMMYHOJIOTHUECKHE,
MOJIEKYJISIpHO-TeHeTHueckue). OcyniecTBiaseT 3a00p OMOJIOrHYeCKOro MaTepuania Ajas IpoBeIeHUs
71a00paTOPHBIX M MOJIEKYJISIPHO-T€HETHYECKUX uccienoBaHui. [IpoBOIUT HIUTOreHEeTHYECKUH
aHanm3 nepudepruueckord KpoBH OOJIBHBIX, KYJbTYpbl aMHUOTHYECKHMX KJIETOK W/WIM OuorrTara
xopuoHa. KynbTHUBHUPYET KIETKM AaMHHUOTHYECKOHW MKHUIKOCTM M /WiauM OuonTaTa XOpHOHA.
IIpoBOIUT MacCOBBIM W CENEKTHBHBIM CKPUHMHI Ha HacleACTBEHHble O00Jie3HH OOMeEHa,
OMOXMMHYECKHII KOHTpOJIb 3a JieueHHueM OoJbHBIX. Bepubuuupyer pesynbTarsl COOCTBEHHBIX
UCCIeI0BaHuM, pUBJeKas B HEOOXOJUMBIX ClIy4yasix Bpayeil COOTBETCTBYIOUIUX CHELUaIbHOCTEH
IUIsl KOHCYJIBTAllUK U IPOBEJIEHUS JUArHOCTUYECKUX MCCIIEIOBaHUI.

Jloy1:keH 3HATD:

Koncrurynuto Poccuiickoit ®enepanuu; 3akOHBI W HHBIE HOPMATHUBHBIE MPAaBOBBIE aKThI
Poccuiickoit ®@enepauuu B cdepe 3ApaBOOXpAaHEHHS; OPraHU3aLUI0 JTa0OPATOPHOU CIIYXKOBI;
o0IIYI0 U KIMHUYECKYI0 M€HETHKY; MpaBUiIa U CHOCOObI MOJydYeHHsI OMOJIOTMYECKOTO Marepuana
JUISL TIPOBEACHUS JTa0OPATOPHBIX M MOJIEKYJISIPHO-TEHETUUYECKHX MCCIEIOBAHMM, HEOOXOIUMBIX
s auddepeHnnanbHOW TUAarHOCTHKY 3a00JeBaHMi; OOILIYI0 KIMHUYECKYIO XapaKTEepPUCTHKY U
0COOCHHOCTH TEYEHUSI HACJIEJICTBEHHBIX 3a00JeBaHUii; OOIIYI0 XapaKTEPUCTUKY U OCOOEHHOCTH
TEUEHUS] MYITbTU(PAKTOPUAIBHBIX OOJE3HEH; MPUHIHIBI KIacCU(PUKAIMKN MAaTOJOTHH YeJOBEKa C
FeHEeTUYECKOH TOYKM 3pEHHsS; COBPEMEHHYI Kiaccudukanuio U AuddepeHunanbHyo
JTUAarHOCTHKY OCHOBHBIX HACIIEICTBEHHBIX 3a00JIeBaHUMN; TeHEeTHYeCKUEe (DAKTOPHI ITHOJIOTUU U
MaToreHe3a HAacleICTBEHHBIX OOJIe3HEl; TMOKa3aHusd IS TMPOBEIACHUS IUTOTCHETUYECKOTO
o0creoBaHUs, CHEHUAIBHOTO OHOXMMHUYECKOrO0 OOCIeOBaHMS; MPUHIMIBI MacCOBOTO
CKpUHHUHTAa HOBOPOXXJICHHBIX Ha HACIEJICTBeHHBbIE O0Je3HH OOMEHa; TMOKa3aHUs U CPOKHU
OepeMEeHHOCTH JUIsl TPOBEACHHS JTOPOJOBOM IUMArHOCTUKHU; METOJbI JOPOJOBON JHArHOCTUKW;
METOJIbl pacuera MOBTOPHOTO T€HETHYECKOT0 PHUCKA MPU PA3NIUUHBIX (opMax HACIEICTBEHHBIX
3a007€BaHM; COBPEMEHHBIE METOJbl TEpalmud OCHOBHBIX HACJIEJCTBEHHBIX OOJIe3HEH;
MICUXOJIOTUYECKHUE U MOPATBHO-ITUYECKHE MPOOIEMBbI MEIUKO-TEHETUUYECKOTO KOHCYIbTHPOBAHHUS
Y MpeHaTaJbHOW AUArHOCTUKH; COBPEMEHHbBIE METOAbl MOJIEKYJISIPHO -T€HETUYECKOU AUArHOCTUKH;
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MOJIEKYJISIPHO-TeHETHUECKYI0 JAMAarHOCTHKY HauOoJjiee paclpoCTPAHEHHBIX BPOXKACHHBIX U
HACJICICTBCHHBIX 3a00JIeBaHUI; METOJbl KOHCEPBHUPOBAHMS, XpaHEHUS U 00e3BpeKMBAHUS
OMOJIOTHYECKOTO MaTepuana; BIUSHUE OMOJIOTHUYECKUX (DAaKTOPOB Ha PEe3yabTaThl MCCIEIOBAHMIA;
OpraHu3alui0 KOHTPOJIS KauecTBa JabOpaTOpHBIX MCCIEJOBAaHMM; TMOPSAOK M OCHOBHBIC
TpeOOBaHUS K €ro TMPOBEACHUIO; MpaBUia OKCILUTyaTallUM OPITEXHUKH U MEIUIUHCKOTO
o0opymoBaHHsT CBOEr0 paboyero MecTa; OCHOBBI TPYAOBOI'O 3aKOHOJATEIbCTBA; IpPaBHIIA
BHYTPEHHEr0 TPYJIOBOI'O pacHops/ika; IpaBujia IO OXpaHE Tpylda U IOXKapHOM 0e30MacHOCTH;
CaHUTapHBIC MPaBUJIAa © HOPMBI (YHKITHOHUPOBAHUS YUPEIKICHUS 3PABOOXPAHEHUSI.

TpedoBanus k KBaTuGUKAUMHA:

Briciiee mpodeccuonanbHoe 00pa3oBaHuE MO OAHOW W3 crenuanbHocted "JleueOHoe neno",
"Tlequarpus"”, "MeaunuHckass OMOXUMHS" U TOCIEBY30BCKOE MpodeccuoHallbHOE 00pa3oBaHUE
(uHTEepHaTYypa U (UIK) OpAMHATYpa) MO cnenuaibHoCTH "['eHeTnka", cepTuUKAT creruaiiucTa mno
cnenuanbHocTy "['eHeTnka", 6e3 npeabsaBiIeHUS TpeOOBaHUH K cTaxy paOOThI.

XapakTepucTuKa npodeccHOHATBHBIX KOMIIETEHIIHI Bpaya-TeHeTHKA, NMOJIe:KAIIMX
COBEPIICHCTBOBAHMIO B Pe3yJIbTaTe OCBOCHUS JONOJTHUTEIbHOI NMPOodeccHoHAIbHOM
NPOrpamMMbl NOBbIICHUS] KBATH(UKALUH Bpadei
M0 CHeHHAJIBHOCTH «TeHeTHKA)

VY BBIYCKHUKA MPOTrpaMMbl COBEPIICHCTBYIOTCS CIECAYIOIINE NMPO(ecCHOHATbHbIE KOMIIETEHIIMU
(manee — T1K):

B NPOQUIAKTHYECKOM NeSITeJIbHOCTH:

-TOTOBHOCTh K OCYIIECTBJICHHUIO KOMIUIEKCA MEPONPUATHI, HAlpaBICHHBIX Ha COXpPAaHEHUE U
YKPEIUICHUE 37I0POBbS W BKJIIOYAIONIUX B ce0s (GOpMHUpOBaHHE 370pOBOTO 00pas3a >KU3HU,
MpeAyNnpeKJICHHEe BO3HUKHOBEHHMS W (WJIM) pacnmpocTpaHeHus 3a0ojieBaHUN, UX PaHHIO
IMAarHOCTHKY, BBISIBJICHUE TPUYMH M YCIOBHUA WX BO3HUKHOBCHHS W pa3BUTHS, a TaKKe
HAIpaBJICHHBIX HAa YCTPaHEHWE BPEJIHOTO BIHSHUS HA 370POBbE UEJOBEKa (DaKTOPOB CpEIbl €ro
oburanus (ITK-1)

B THATHOCTHYECKOIi 1eATeIbHOCTH:

-TOTOBHOCTh K OIPENCICHUIO y TAIIMEHTOB TAaTOJOTUYECKUX COCTOSHHM, CUMIITOMOB, CHHIPOMOB
3a00JICBaHMId, HO30JIOTUYECKHX (OPM B COOTBETCTBUU C MEXIYHAPOJHOW CTATUCTHYECKOM
Kiaaccuukaiuei 60ae3Hel u mpobiieM, CBsI3aHHbBIX co 310poBbeM (I1K-5);

B IICHX0JIOTO-TIeIarOTHYeCKOii 1esITeIbHOCTH:
-TOTOBHOCTh K (OPMHUPOBAHUIO y HACENCHHS, NAIMEHTOB W WICHOB HUX CEMEW MOTHBaIUH,
HAIpaBJICHHOW Ha COXpaHEHHE U YKPEIJICHHE CBOETO 3/I0POBBS U 3710p0Bbs okpyxaromux (ITK-10);

BeimyckHMK ~— mporpamMMmbl  JOJDKEH — 00najgaTh  MPo(ecCHOHAILHO-CIEeNUaTu3HPOBAHHBIMH
komnerenmuamu (nanee — [ICK):

AUATHOCTHYCCKAS JeSTeIbHOCTD:

-CIIOCOOHOCTh M TOTOBHOCTh K TIOCTAHOBKE JIMarHo3a Ha OCHOBAaHMM JHAarHOCTHYECKOTO
UCCIeIoBaHus B cTanmoHape u amOynaropHoii cetu (IICK-1);

-CIIOCOOHOCTh M TOTOBHOCTH BBISBIISTH Yy IAlIMEHTOB OCHOBHBIE IaTOJIOTUYECKUE CHMOTOMBI H
CHHJIPOMBl TE€HETHYECKUX 3a00JIeBaHMH, HCMOIb3YyS 3HAHUS OCHOB MEIMKO-OMOJIOTHUYECKUX H
KIMHUYECKUX JUCUUIUIMH C YYE€TOM 3aKOHOB TEUEHHUS IAaTOJIOTMH IO OpraHaM, CHCTEMaM H
OpraHusMa B IIeJIOM, aHAJIM3UPOBATh 3aKOHOMEPHOCTH (PYHKIIMOHUPOBAHHS OPraHOB U CHCTEM IPH
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BHYTPEHHEHl  MaTOJIOTMM, UCIOJb30BaTh  QJrOPUTM  IIOCTAHOBKM  JMarHo3a (OCHOBHOTO,
COITYTCTBYIOIIETO, OCJOXHEHUH) C ydeTroM MEexXIyHapOJAHOH CTaTUCTHYECKOW KIIacCH(pHUKAINN
Oone3nell W TpoOJieM, CBs3aHHBIX €O 370poBbeM (masiee — MKDB), BBITIONHSATHE OCHOBHBIC
JUarHOCTUUYECKUE MEPOIPUATHS 110 BBISIBICHUIO HEOTJIOKHBIX U YTPOXKAIOUIUX KU3HU COCTOSHUI B
rpymre reerndeckux 3adoneBanuii (I1CK-3);

JieyeOHast 1esITeIbHOCTD:

-CIIOCOOHOCTh M TOTOBHOCTh Ha3Ha4aTh OOJIbHBIM C T€HETHYECKMMHU 3a00JIEBaHUSMH aJIeKBaTHOE
JIEYEHWE B COOTBETCTBHUM C IIOCTABJIEHHBIM JMArHO30M, OCYILECTBIATh aJIrOpUTM BbIOOpa
MEIMKaMEHTO3HOU 1 He MeankamenTo3Hoi tepamuu ([ICK-5);

peaduINTALMOHHASA 1eATEIbHOCTD:

-CIIOCOOHOCTh ¥ TOTOBHOCTH NMPUMEHSTH y OOJIbHBIX C '€HETHYECKUMHM 3a00JIEBaHUSIMU pa3INyuHbIE
peadbuIMTallMOHHBIC MEPONPUATHS (MEAUIIMHCKUE, COlalbHbIe, ncuxoiorudeckue) (ITICK-6);
-CIIOCOOHOCTh ¥ TOTOBHOCTH JJaBaTh OOJIbHBIM C T€HETMUECKUMHU PacCTPOCTBAMHU PEKOMEHIAINH TI0
BHIOOPY  ONTUMANbHOTO  peXHMa  JABUTATENbHOM  aKTUBHOCTH B 3aBUCHUMOCTH  OT
MOPPODYHKIIMOHATIBHOTO CTaTyca, ONpEAeNsATh MOKa3aHUsS U TNPOTHBOIOKA3aHUS K HA3HAYEHMIO
cpencTB JaeueOHON GU3KYIBTYphI, husznotepamnuu, peduekcorepanuu, purorepanuu (IICK-7);

npoduiakTuyeckas 1esiTeJbHOCTh:
-CIIOCOOHOCTh U TOTOBHOCTh UCTOJIB30BaTh METO bl OLIEHKH MPUPOIHBIX U MEAUKO-COLUATbHBIX
(bakTopoB B nosiBieHUH reneTndeckux oonesneit (IICK-9).

IlepeyeHb 3HAHUI, yMEHU U HABBIKOB
ITo oxoHYaHUM 00y4YeHMSI BPa4Y-T€HETUK J0JI’KEeH 3HATD!

- koHctuTyuuto Poccuiickoii denepaiuu; 0CHOBBI 3aKOHO1aTeNibeTBa Poccuiickoit deaeparuu
00 OXpaHe 3/I0POBbs TPaXKJIaH; 3aKOHBI M WHBIC HOPMATHBHBIC MPABOBBIE aKThl PoccHiickoit
Oenepanun B cdepe  3ApaBOOXpaHEHHS; OOIME BOMPOCHI OpraHU3allMd  MEIUKO-
reHerndyeckod mnomomu B Poccuiickoit dDenepanyu; HOPMATUBHBIE MPABOBBIC aKThI,
peryaupyoIne 1eATeIbHOCTh Bpaya-TeHETHKA.

- IIPUHIMIIbLI COIMAJIbHOM TUT'HCHBI, 6I/IOCOHI/IaJ'IBHBIe ACIICKThI 3/I0POBbA U 60H63HI/I; OCHOBBI
MeI[I/II_[I/IHCKOI\/'I O9THKHU U ACOHTOJIOTHH B I'CHETHUKCE,

- O6H_[I/Ie INpUHOUIIBI 1 OCHOBHBIC MCTOIbI KHHHHH@CKOﬁ, HHCTPYMCHTaHBHOﬁ nu na60paTopH0171
ANarioCTHKHU (I)YHKI_II/IOHaJ'IBHOI‘O COCTOSIHUSA OpraHOB U CUCTEM OPraHru3Ma 4CJIOBCKA, O6IJ_IYIO
" KIIMHUYCCKYIO I'CHCTUKY, IIpaBUJia U CII0COOBI MOJIYyUCHUA OHOJIOTHYECKOIO MaTtcpurajia i
IIPpOBCACHUA na6opaToprlx 1 MOJICKYIIIPHO-IT'CHECTHYCCKUX I/ICCJ'IG,Z[OBaHI/II‘/'I;

- IIaTOIr€¢HEC3 OCHOBHBIX paCCTpOI;’ICTB IIpHU TCHCTUYCCKUX 3360J’IeBaHI/IHX;
- [PUHIUIIBI KJIaCCI/ICI)I/IKaLII/II/I MMaTOJIOTUH YEJIOBEKA C TEHETUUECKOM TOUKHU 3pCHUA;

- COBpPCEMCHHYIO KJ'IaCCI/I(I)I/IKaI_[I/IIO u HHq)q)epeHHHaHBHYIO ANardHOCTUKY OCHOBHBIX
HaCJICACTBCHHBIX 3a6OJIeBaHI/II\/'I; TCHCTUYCCKUC (I)aKTOpBI OTHOJIOTMM MW  IIaTOTI'CHEC3a
HaCJICACTBCHHBIX 60He3Heﬁ; MOKa3aHus I MPOBCACHUA HUTOTCHCTUUCCKOT'O 06CJ'ICI[OB8.HI/I}I;
CIICIMaJIbHOI'O OMOXUMHYECKOTO O6CJ'ICI[OB8.HI/I$I; OpUHOHUIIBI  MAaCCOBOI'0O  CKpUHHHIA
HOBOPOKJACHHBIX Ha HACJICACTBCHHLIC 0oJ1e3HU OGMCH&;

- IIOKa3aHusaA U CPOKHU 6CpCMeHHOCTI/I IJIL IPOBCACHU ,Z[OpO,Z[OBOfI JUArHOCTHUKH, MCTOIbI
,Z[OpO,Z[OBOfI AUArHOCTUKH, MCTOABI pPaACUCTa IMOBTOPHOI'O0 TCHCTUYCCKOTO PpHCKa IIpU
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pa3nuYHbBIX (hopMax HACIEACTBCHHBIX 3a00JICBaHUI;
- COBPEMEHHBIC METOJIbI TEPAITUH OCHOBHBIX HACJIEICTBEHHBIX OOJIC3HEH;

- IICUXOJOTHYCCKHE u MOPAJIbHO-3TUYCCKUC Ipo 0J1eMBI MCIHUKO-ITCHCTHYCCKOT'O
KOHCYJIbTUPOBAHUA U HpeHaTaJII)HOfI JUArHoOCTUKH,

- COBPCMCHHBIC MCTOAbI MOJICKy.HSIpHO-FGHGTH‘IGCKOfI JAUAardHoCTHUKH,

- METOAbl KOHCEPBUPOBAHMSA, XpaHEHHS W O00€3BPEKMBAHUS OHOJOTHUECKOTO MaTephala;
BIIMSTHHE OMOJIOTHYECKUX (DAKTOPOB HA PE3YJbTAThl UCCIIEIOBAHNN;

- OpraHM3alyi0 KOHTPOJISI KadecTBa JaOOPATOPHBIX HCCIEAOBAHUM; TOPSIOK U OCHOBHBIE
TpeOOBaHUS K €r0 MPOBEIACHUIO

Ilo oxoHYaHuM Oﬁy‘lel-[l/[ﬂ BPa4Y-TréHETUK JO0JKEH YMETD:

- MOJy4uTh MH(pOPMaLKI0O O OOJBHBIX M 3J0POBBIX WIEHAX CEMbH Ha OCHOBAaHUM OIPOCa,
JIMYHOTO OCMOTpPA WA UMEIOIINXCA MEIUIIMHCKUX IOKYMEHTOB;

- mpoBecTd OOBEKTHBHOE OOCIeqOBaHWE TIpoOaHAa, WIEHOB €ro CeMbH U JAPYTHX
POACTBEHHUKOB;

- JUAarHoCtTupoBaTb CHHIAPOMBI, Tpe6y}om1/1e OKa3aHUs HEOTJIOKHOM ImoMoni1, yCTaHOBHUTL €€
00BeM U IOCICI0BAaTCIbHOCTD,

- HampaBUTh Ha CIeUUaJbHBbIE HccienoBaHUs (OMOXMMHYECKOE, I[HUTOT€HETHYECKOE,
MOJIEKYJISIPHO-T€HETHYECKOE, YIbTPAa3BYKOBOE U JIp.);

- YCTaHOBUTH IPEIBAPUTEIBHBIN TUarHo3 1 npoBecTH MU epeHINaTbHYI0 THarHOCTUKY;

- ONpeNeNUTh TIOKa3aHWUsS K HaNpaBJICHUI0O Ha KOHCYIbTAIMIO K BpadyaM JpYTrHX
CIICIMAJIbHOCTEH;

- 00OCHOBaTh TaKTHKYy JiedeHHUs OOJbHOro peOeHKa C HaCJIEACTBEHHBIM 3abosieBaHHMEM (Ha
JIOMY, B JIETCKOM CIICIIHATU3UPOBAHHOM YUPEKJACHHUH, CTAIIHOHAPE);

- oueHUTH (P (HEKTUBHOCTH TEPAUY;

- paspa60TaTL IJ1aH pea6I/IJII/ITaI_II/IOHHOI71 TCpalluy  MMaguCHTOB C  HACJICACTBCHHBIMU
3360J’IeBaHI/IHMI/I;

- OLCHUTH PE3YJIbTAThI J'Ia60paT0pHBIX u ClICOUaJIbHbBIX MCTOJOB JNarcHoCTUKHU
(MOp(I)OJ'IOFI/ILICCKI/IX, 6I/IOXI/IMI/I‘leCKI/IX, MOJICKYJIAPHO-TCHCTUYICCKNUX, MNUTOTCHCTHUYCCKUX,
I/IMMYHOFCHCTI/I‘-ICCKI/IX);

- OULCHUTH PE3YyJIbTAThl CKDUHUHI'OBBIX HCCHeﬂOBaHHﬁ;
- ONpCACIIUTH IMMOKAa3aHUA JJId MPOBECACHUA NHBA3UBHBIX METOOB HpeHaTaJIBHOI\/'I JAUAarHOCTHUKU,
- OLCHHUTH 3aKJIIOUYCHUIA Bpaqeﬁ-CHeHHaHHCTOB 10  HCCICAOBAHUIO (byHKI_II/IOHaJ'IBHBIX

MoKasarenei OpraHOB AbIXaHUA, CCpI[C‘lHO-COCYI[HCTOﬁ CHUCTCMBI, KCIIYJOYHO-KHUIICUYHOTO
TpaKTa, IMCYCHHU, IMOYUCK U APYI'UX BHYTPCHHUX OPraHOB;



- IPOBECTU MEAUKO-TCHECTUYCCKYIO KOHCYIIbTAllUIO,

- TIOJB30BATHCA KOMIIBIOTEPHBIMU JTUAarHOCTUYECKUMH IPOrpaMMaMHU; MEXIYHAPOTHBIMHU
0a3aMu JaHHBIX B c(hepe TeHeTHKU 1 OMOMH(POPMATHKHY;

- OOBSACHUTH KOHCYIbTHPYIOIIUMCS B JIOCTYITHOW (pOopMe COJIepKaHHE MEIUKO-TEHETHISCKOTO
IIPOTHO3a B CEMBE;

- 0(hOopMHUTH HEOOXOAUMYIO MEIUIIMHCKYIO JJOKYMEHTAITHIO.
Ilo oxoHYaHNH 00y4YeHHsI BPA4Y-TeHETHK J0JI7KeH BJIa/leTh HABbIKAMMU:

- KIMHUYECKOU auddepeHInanbHON TMarHoCTUKYA HACIEACTBEHHOM MaTOJIOTHUH;
- pacyeTa reHeTHYECKOrO pUCKa;

- OLEHKM  pe3ylIbTaToB  JIAOOPATOpPHBIX U  CHEHUAIbHBIX  METOJOB  JMArHOCTUKH
(Mopdonornyeckux, OHOXHMHUYECKUX, MOJEKYISIPHO-TEHETUUECKUX, I[UTOI€HETUUYECKUX,
MMMYHOJIOTHYECKHX, THCTPYMEHTAIbHbIX);

- HWCTOJIb30BaHMWS KIWHHUKO-TEHEAJOTHYECKUM MeTona (coOpaTh CEeMEWHBIM aHaMHE3,
rpaduvecKky n300pa3uTh U MPOAHATU3UPOBATH POJOCIOBHYIO);

- HMHTEpIpETallH PE3YJIbTaTOB MOJIEKYJISIPHO-TEHETUYECKUX TECTOB;

- CTaTHCTHYECKOW 00pabOTKH OMOMEAMITMHCKON HHPOPMAITUH.

I1l. TPEBOBAHHUSA K UTOIOBOM ATTECTAIIUHA

1. WroroBas arrecTanusi IO JOMOJHUTENIBHOM MNpPOQecCUOHANIBHON MporpaMMme MOBBILICHUS
KBaIM(UKaLMK Bpadyeld MpPOJODKUTENBHOCTRI0O 36 aKaJeMHUYecKHMX YacoB IO CHELHaTIbHOCTU
«TEHEeTHKa» MPOBOAUTCSA B (OpME 3ayeTa U JIOJDKHA BBISBISITH TEOPETUYECKYIO M MPAKTUYECKYIO
MOATOTOBKY Bpauya B COOTBETCTBUU C TPEeOOBaHHUSIMH KBAIM(UKAIMOHHBIX XapaKTEPUCTUK H
npodeccHoHaAbHBIX CTAHIAPTOB.

2. OOyuaromuiicss TONMyCKaeTcs K MTOrOBOM aTTeCTallMM MOcie M3Y4YeHHsI Y4eOHBIX MOAYNeH B
o0bemMe, MPeIyCMOTPEHHOM Y4e€OHBIM IUIAHOM JIOTIOJHUTENBHOW MpPO(eCCHOHATBHOW MPOTPaMMBI
MOBBIIICHUS KBATH(HUKAIMU Bpadyeil MpOJOJDKUTENBHOCThIO 36 akaJeMHuYecKUx dYaca II0
CHEIHATbHOCTH «T€HETUKA.

3. Jluma, ocBOMBIIME JONOJHUTENIBHYIO MNPOPECCHOHANBHYI0 MPOTPAaMMy  MOBBIIICHUS
KBaM(UKaMK Bpadyeld NpPOJODKUTENBHOCTRI0O 36 aKaJeMHUYeCKHMX YacoB IO CHEIHATbHOCTU
«TEHETHKa» M YCIEIIHO MPOLIEAIINE UTOTOBYIO aTTECTAIINIO, MOJIYyYaloT JOKYMEHT YCTaHOBIEHHOTO
obpa3iia — YA0cToBEpeHHE O MOBBIIICHUH KBATH(PUKAIIIH.



IV. PABOUHE ITIPOT'PAMMBI YYEBHBIX MOJIYJIEH

PA3JEJ 1
OBIIME ITPEJICTABJIEHIS] OB OCHOBAX COBPEMEHHO! I'EHETUKU

Kon HaumeHoBaHus TeM, 3JIEMEHTOB U MOIAJIEMEHTOB

1.1 | MenuuuHCKas ¥ KIMHUYECKAsl TCHETHKA. XPOMOCOMHAsi TEOPHsI HACIEJCTBEHHOCTH.

1.2 | Crpykrypa u pyaxmmm JJHK. OcHOBHBIE HH(POPMAIIMOHHBIE IPOIIECCHI.

1.3 | Crpykrypa reHoma u 3nureHoma uenoBeka. [Ipoekt «'eHom denoBeka» M ero 3Ha4YeHUe JIs
MEJIUIIUHBI.

PA3IEJI 2
MYTAIWU 1 BOJIE3HU YEJIOBEKA

Kon HaumeHoBaHus TeM, 3JIEMEHTOB U MOJDJIEMEHTOB

2.1 | Ponb remetnveckux (pakTOPOB B STHOJIOTHH U TIATOTEHE3€ Pa3IMIHBIX 0OJIe3HEH YeIoBeKa.

2.2 | HacnenctBeHHbIe, MHOTO()AaKTOPHBIE M TPHOOPETEHHBIE 3a00JIeBaHUSI.

2.3 | Tumsl ¥ HOMEHKJIATYpa MyTaliii. B3aHMOOTHOIICHHS MEX Ty MYTaIlUsIMU U OOJIC3HSIMHU.

PA3JIEJI 3
XPOMOCOMHBIE 1 MOHOT'EHHBIE BOJIE3HU. TUIIBI HACJIEJJOBAHU .

Kon HaunmeHoBaHus TeM, 3JIEMEHTOB U MOJIDJIEMEHTOB

3.1 | YucnoBsle ¥ CTPYKTYPHBIE HApyIIeHUs XpoMocoM. OCHOBHBIC XpOMOCOMHBIEC CHHJIPOMBI.

3.2 Momnoreunnsle 0ose3uu. THITBI HacIeT0BaHHUS.

3.3 | [IpenaranbpHas AMarHOCTHKA HACIEICTBEHHBIX U BPOXKIEHHBIX 3a00JI€BaHUI, NHBAa3UBHAs,
HEWHBAa3MBHAsl, IPEUMILIAHTALIMOHHAS.

3.4 [IpenukTBHAsA MeAUIIMHA. AHAJIN3 TEHETUYECKUX acconuanuii. OyHKIMOHAIbHBIE
noIMMOop(U3MbI B TeHeTHYECKHE (PaKTOPBI prCKa MHOTO(AKTOPHBIX 3a00sieBanmii. CpaBHEHNE
«CiTydaii-KOHTPOJIbY. [lomHoreHOMHBIN aHanu3 accormaiii (GWAS).

3.5 | Ponb cTpykTypHOTO MOIMMOP()H3M I'€HOB, YYaCTBYIOIIHMX B KOHTPOJIE IMATOJIOTHYECKUX
MeTaboJIMYECKUX IeTeid, B (GOpMHUPOBAaHUH HACIIEICTBEHHOM MPeIpaciooKeHHOCTH.
[Tomumopdusm renoB HLA-komIIIIEKCca U €ro accoruanus ¢ caxapHbIM JUa0ETOM IEPBOTO
TUIIA.

PA3/IEJI 4
METO/1bl MEJIMITMHCKOM 'EHETUKU

Kon HanmeHnoBaHusi TeM, 3JIEMEHTOB U MOAJIEMEHTOB

4.1 | I'eneanmoruyeckuil aHaIU3 U MEAUKO-TEHETUYECKOE KOHCYIbTUPOBAHHE.

4.2 | JlnarHOCTHKA XPOMOCOMHBIX 0OJIe3HEH.

4.3 | Meroapl buoxuMuyeckoil reHeTHku. [IporpaMmbl CKpHHHHTA Cpeu OEpEeMEHHBIX U
HOBOPOKJEHHBIX.

4.4 [1IIP xak OCHOBHOI ME€TOJ MOJEKYJIAPHON TUArHOCTUKH. MeTo bl TMarHOCTUKU MYTallUi.

4.5 | Metonbl «CEKBEHUPOBAHHS HOBOTO MOKOJICHUs». DK30MHOE ceKBeHUpoBaHue. Poccuiickue
Hentpel MonekynsipHOW TMarHOCTUKU. J[MarHOCTUYECKUE MTaHETU 111 XPOMOCOMHBIX,
MOHOTEHHBIX U MHOTO(aKTOPHBIX 3a00JIEBaHUM.

PA3JEJL 5
HACJIEJJCTBEHHBIE DH/JIOKPUHOIIATHN
Kon HaumenoBaHusi TeM, 3JIEMEHTOB U MOAJIEMEHTOB
51 HacnencrBennslii aba0CcTEPOHU3M. BpOKI€HHBIN rHNoaNIb10CTepOHU3M. HacencTrBeHHbIi

THUIICPATIbAOCTCPOHU3M, 06yCJ'IOBJ'ICHHBII>i MyTalluIMU B I'€HAX NMOHHBIX KaHAJIOB. I'eneTnueckas
TCTCPOTCHHOCTL CUHAPOMA BapTTepa. IIceBmor HI0AJIbAOCTCPOHU3M, O6y0JIOBJICHHBIf/'I
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Kon HaunmenoBaHus TeM, 371€MEHTOB U MOI3JICMEHTOB

MYTalUsIMH B F€HAX SIUTEIHATbHBIX HATPUEBBIX KaHaoB. Hapyienue paboTel THA3UA-
gyyBctBuTenbHOro Na-Cl-koTpancnoprepa kak npudrHa pa3BuTHs CHHIpoMa ['oplioHa.

5.2 | I'mno¢wu3zapueliit Hanu3M. CeMeliHasi H30IMpPOBaHHAs HEJJOCTAaTOYHOCTh TOPMOHA POCTA,
cunapom Kosapckoro. Cunapom JlapoHa miy He4yBCTBUTENBHOCTh PELIENITOPAa TOPMOHA POCTA.
Mytanuu B reHaX HHCYJIMHONIO00HOTO (pakTopa pocta 1 u ero perenropa.
HaHFI/IHOHI/ITyI/ITapHaFI KapJIMKOBOCTD, KOM6I/IHI/IpOBaHHa$I HEAOCTATOYHOCTH TOPMOHOB
runo¢u3za. Poib TpaHCKPUIMIIMOHHBIX (PAKTOPOB B PETYISIIUN CHHTE3a M CEKPEIIMH TOPMOHOB
pocra.

5.3. | HacnenctBennbie ©0sie3HM THUPEOHTHOTO oOMeHa. HeoHaTanmbHBIH CKPUHHHT BPOXKICHHOTO
runotupeo3a. Myranuu B TE€Hax  pEeUEenToOpoB  THUPEOTPONHOro ropMoHa. Poib
TPAHCKPUIILIMOHHBIX (PAKTOPOB B GOPMUPOBAHUYU MaTb(HOpMaLUi ITUTOBUTHOM HKEJIE3bl.

5.4 | Accoumanus HHACKCA MACCHI TeJla ¢ OJUMOPGHBIMH aJUIEISIMU TeHa perentopa 4
MeJaHOKOpTHHA. [ eHeTHueckas reTeporeHHOCTh HaCIeICTBEHHBIX (JOPM OKUPEHMUS:
noMuHaHTHBIE MyTanuu B TeHe MC4R, perieccuBHBIE MyTaly B TEHAX JIETITHHA, €T0
perenTopa 1 mMporopMOHOBOM KOHBepTa3sl 1. MakopHas myrtarus (A236G) B rene
MIPOONMOMENaHOKOPTHHA. OKUpEHNE B CTPYKTYPE MOHOTE€HHBIX CUHIPOMOB, CUHIPOMBI
[Ipanepa-Bwn, Ansctpema, bapae-bunmns u np.

PA3JIEJI 6
MOHOTI'EHHBIE ®OPMbBI U TEHETUYECKUE ®AKTOPEI PUCKA JIMABETA 1 1 2 TUIIOB
Kon HanmeHoBaHMS TEM, 371€MEHTOB U MOIDJIEMEHTOB

6.1 | CtpykTypa reHoB riaBHOTO KomIuiekca ructocoBmectumoctu (MHC). Acconmanus amnene
DR3, DR4 u DQ-beta HLA-nmokxycos rucrtocoBmectumoctu ¢ U3CJI. IIpoTeKTUBHBIE ailIein
HLA-xommiekca (DR2, DRS). Ipyrue renerndeckue dakropsl pucka U3CJ] (momumopdubie
ayuienmu reHoB PTPN2, C120RF30, ERBB3, KIAA0350 u np.).

6.2 | Mutoxonnpuansubeie popmbr UHC/I. I'eneTrdeckasi reTeporeHHOCTh ayTOCOMHO-
JOMUHAHTHOTO «auabera B3pOCaoTo TUma y Mojoabix», i MODY -nuabera. Myrtamuu B
reHe MII0KOKMHA3bl. MyTaluy B TeéHax renaTouruTapHbIX SAEpHbIX (PaKTOpOB,
MaHKPEaTUYECKOro TPAaHCAKTUBATOPA, TPAHCKPUIIIUOHHBIX (PAaKTOPOB, MAHKPEATHUYECKOTO
JUTIOJINTUYECKOTO PepMEHTa, HHCYJINHA, HEPELENTOPHONU THPO3UHKUHA3BI B-KiIeTok.
Kimmawnueckunii nosmmopduszm MHC]I, 00yciioBI€HHOTO MyTallUsIMH B T€HE MHCYJINHOBOTO
perenTopa.

6.3 | I'enermueckue daktopsl pucka MHC]I. Accomnmanus 3a001eBaHus ¢ HAPYIICHUSIMHA
(hopMHUpOBaHUS KUPOBOU TKAHU U MEPEKHUCHOTO OKUCIICHUS JIMIHUIOB, 00YCIOBIEHHBIMU
MPUCYTCTBHEM (PYHKIIMOHAIBHBIX MOJTUMOP(PHU3MOB B reHe ramma-perientopa PPARG.
[TonmumopdHbie anaenu reHoB TPAHCKPUIIIMOHHBIX (PaKTOPOB, aUMOHEKTHHA, KalTUEBBIX
KaHaJIOB, MHTEPJICHKIHA-6 U 1.

6.4 | JJabopatopras muarHoctuka MODY -auabera (CTaXHpoBKa).

V. YUEBHBIN ILJIAH

IIe.m;: CUCTEMATHU3alIuA U er'IY6J'IeHI/IC HpO(l)eCCI/IOHaJ'ILHLIX 3HaHHI>i, yMeHHﬁ, HaBBIKOB, OCBOCHHC
HOBBIX 3HaHPII>i, MCTO/JHK, O6€CHC‘II/IBaIOH_[I/IX COBCPHICHCTBOBAHUC HpO(i)eCCI/IOHaHBHBIX
KOMIIETSHITUM 110 BOIIpOCaM HacJIeICTBEHHON OHAOKPHUHOIIATUH.

Kareropus oOy4aronuxcsi: Bpauu-reHeTUKH, Bpauyl-3H10KPHUHOJIOTH.
TpynoemkocTs 00yueHus:: 36 akaJeMUYECKHX YacoB.

®opma oOydeHHs: ouHasl.

PexxuMm 3aHsATHIA: 6 akaJeMHYECKHX YacOB B JICHb.
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1. |O0mme npeacTaBjaeHus 06 0OCHOBAX COBpPeMeHHOI 6 3 3 Texyuui
reHeTHKHU KOHTPOJIb
(TecThl)
1.1 MenuiuHcKas U KITMHAYECKas TeHETHKA., XPOMOCOMHAS 1.5
TEOpHsl HACIIEICTBEHHOCTU
1.2 Crpykrypa u ¢pyakuun JJHK. OcHoBHBIE MH(OpMaIMOHHEIE 15
TPOIIECCHI
13 CrpykTypa reHoMa U anureHoma yenoseka. [Ipoekt «I'enom 3
YENIOBEKa» M €ro 3HAUCHHE JIJISI METUIIMHBI
2.  MyTanuu u 60Jie3HH YeJI0BeKa 4 4 Texyuuii
KOHTPOJIb
(TecTnl)
2.1 Poib reHeTHYeckuX (PakTOPOB B ATHOJIIOTHH U TTATOreHE3e 1
pa3IUYHBIX OOJNIe3HEH YeloBeKa
2.2 HacnencrBennbie, MHOroakTopHbIE ¥ IPUOOPETEHHBIE 1
3a00JeBaHUs
2.3 Tunel 1 HOMeHKIaTypa MyTanuil. BzaumooTHomeHNs 2
MEXAY MYTALUSIMHA U OOJIE3HSIMU
3. XpomocomMHbIe U MOHOTeHHbIE 00J1e3Hu. Tunnl 6 3 3 Texymuii
HacJieioBanust. [IpeaukTHBHAsE MeTUIMHA KOHTPOJIb
(TecThl)
3.1 UucnoBsie U CTPYKTYPHBIE HAPYIIEHUS] XPOMOCOM. 1
OCHOBHBIE XPOMOCOMHBIE CHHJIPOMBI
3.2 MownoreHHbie 6one3Hn. THITbI HACIETOBAHUS 1
3.3 [IpeHaranpHas AMATHOCTUKA HACIECTBEHHBIX U 15
BPOXKCHHBIX 3200J1eBaHNH, MHBA3UBHAS, HEMHBA3UBHAS,
MIPEUMILTAHTALOHHAS
3.4 [IpenukTHBHAS MeAUIIMHA. AHATN3 TEHETUIECKUX 1.5
accoluanui.
3.5 [lepconann3upoBaHHasi MEIUIIMHA 1
4, MeToabl MeIUUMHCKON FeHETHKH 6 3 3 Texyumii
KOHTPOJIb
(TecThl)
4.1 ['eHeamornueckuii aHaIN3 ¥ MEAUKO-TEHETHUECKOE 1
KOHCYJIbTUPOBAHHUE
4.2 JlnarHocTrka XpoOMOCOMHBIX 00JIe3HEeH 1
4.3 Mertonabl OnoXuMHUIeCcKOi reHeTUKH. [IporpaMmer 1
CKPUHUHTA Cpei OEPEeMEHHBIX U HOBOPOXKICHHBIX
4.4 [P xax OCHOBHOW METOA MOJIEKYJISIPHON AUATHOCTHKH. 1.5
MeTobl IMarHOCTUKU MYTaluil
4.5 Metonbl «CeKBEHHUPOBAHHUS HOBOT'O TIOKOIICHISDY. DK30MHOE 1.5
CEKBEHUPOBAHHE.
Poccuiickue LlenTpel MonekynsipHOi TUarHOCTHKY.
JlMarHoCTUYEeCKUe MaHEeN! Ui XPOMOCOMHBIX, MOHOT'€HHBIX
¥ MHOTO(AKTOPHBIX 3a00JI€BaHUIMA
5. HacieacTBeHHbIE YHIOKPHUHONATHH 6 6 Teryumii
KOHTPOJIb
(TecThl)
51 HacnencrBennslii anbaoctepoHu3M. BposkieHHbIH 1.5
THITOANILIOCTepOHI3M. HacencTBeHHbIi
THUIIEPAITbI0CTEPOHU3M, 00YCIIOBJICHHBIN MyTaIUsIMU B
reHaX MOHHBIX KaHAJIOB. | eHeTHYeCcKasi reTepOreHHOCTh
cuagpoma baptrepa. [lceBmornmoansaocTepoHu3M,
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00YCIIOBJIEHHBIM MyTallMsIMH B T€HAX SIHUTEIHATBHBIX
HaTPHUEBBIX KaHaIOB. Hapyiienue paboThl THAa3H -
gyyBcTBUTEIbHOrO Na-Cl-koTpaHcnopTepa Kak mpuyrHa
pa3BuTHs cuHapoma ['oproHa

5.2

I'inogusapuslit Hann3M. CemeliHasi H30MPOBaHHAS
HEJJ0OCTaTOYHOCTh TOPMOHA pocTa, cuHApoM Kosapckoro.
Cunnpom JlapoHa, win HEUYBCTBUTENBHOCTD PELIENTOPA
ropMoHa pocra. Myranuu B TeHax HHCYJIHHOIIO0OHOT0
(axTopa pocra 1 u ero peuenropa. [lanrunonuryurapHas
KapJIMKOBOCTh, KOMOMHUPOBAaHHAs HEJIOCTATOYHOCTh
rOpMOHOB Tunodu3a. Poib TpaHCKPUIIIMOHHBIX (haKTOPOB B
peryJsiuy CHHTE3a U CEKpellMd TOPMOHOB pocTa

15

5.3

HacnenctBeHHbIe 00IE3HN THPEOUIHOIO OOMEHA.
HeoHaTanbHbli CKPUHUHT BPOKIEHHOIO TMIIOTUPEO03a.
Myranuu B reHax perenTopoB THPEOTPOITHOIO TOPMOHa.
Posib TpaHCKPUNIIMOHHBIX (aKTOpOB B (POPMUPOBAHHN
Mastb(opMaIyii IMUTOBUIHON KEIE3bI

15

5.4

Accommanus HHIeKca Macchl Teja ¢ MonuMopQHBIMU
aJJIesIMU TeHa perientopa 4 MelaHOKOpPTUHA. | eHeTndyeckas
TeTepPOreHHOCTh HACIEACTBEHHBIX ()OPM OXKHPEHUS:
JoMmuHaHTHBIE MyTaiuu B rene MC4R, penieccuBHbie
MYTallH B T€HaX JICNTHHA, €r0 PeLenTopa u
pOrOpMOHOBOM KOHBepTa3bl 1. MaxxopHas MyTanus
(A236G) B rene mpoorroMenaHOKOpTHHA. OXUPEHHE B
CTPYKTYPE MOHOT€HHBIX CHHIPOMOB, cCUHApoMbI IIpanepa-
Buwmu, Ansctpema, bapne-bumns u mp.

15

HacaencTBenHble (pOpMBbI M reHeTHYECKHE (PAKTOPBI
pucKa caxapHoro quadera 1 u 2 TunoB

Texkymui
KOHTPOJIb
(TecThl)

6.1

CTpyKTypa '€HOB TIIABHOTO KOMILIEKCA
rucrocoBmectumocT (MHC). Accoruarus ameneit DR3,
DR4 u DQ-beta HLA-110KyCOB THCTOCOBMECTUMOCTH C
N3CUH. IporexkruBubie auienu HLA-kommiekca (DR2,
DRS5). dpyrue reaeruydeckue pakropsl pucka U3CJ]
(monmumopdueie amnenu renoB PTPN2, C120RF30,
ERBB3, KIAA0350 u ap.)

15

6.2

Muroxonapuansubie popmbl MHC/I. ['enernueckast
reTepPOr€HHOCTh ayTOCOMHO-IOMHHAHTHOTO «aradera
B3pOCJIOro THIa y Mosoabix», win MODY -nuabera.
MyTanuu B reHe riIoKOKHHA3bl. MyTanuu B reHax
renaTOUUTAPHBIX AACPHBIX (PaKTOPOB, MAHKPEATHUECKOTO
TpPaHCAKTHUBATOPA, TPAHCKPUIIIMOHHBIX (PAKTOPOB,
MIAaHKPEATHIECKOT0 JINTTOTUTHIECKOTO (pepMeHTa,
HWHCYJIMHA, HEPELENTOPHON TUPO3UHKMHA3BI B-Ki1eTOK.
Kmnanaecknit momumopdmsm MHC]L, o6ycnoBieHHOTO
MYTAIsIMY B T€HE HHCYIIMHOBOTO pelenTopa

15

6.3

I'enetnueckue gakropsr pucka MHC/I. Acconmanus
3a00neBaHus ¢ HAPYIIEHUSAMH (HOPMUPOBAHUS )KHUPOBOU
TKaHU 1 IEPEKUCHOTO OKMCIICHUS JTUINIOB,
00YCIIOBIEHHBIMH NMPUCYTCTBHEM (PYHKIIHOHAIBHBIX
nonuMop(du3MoB B reHe ramma-pernenropa PPARG.
[Mommmop¢HBIe ayteny reHOB TPAHCKPHUITIIHOHHBIX
(akTOpOB, ATMIOHEKTHHA, KAJINEBBIX KAHAJIOB,

13
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HaumenoBanue pa3acioB JUCHUIUIMH U TEM B tom yucie CDopMa
KOHTPOJIA
3
g < 5 £
A IIENEE
M = © g g
S s
HMHTepieiikuHa-6 u ap.
6.4 JlabopatopHas nuarnoctuka MODY -nuaGera 2
HroroBas arrecranusi 2 2 3a4erT
Bceero 36| 19 2 13 2
V1. OPTAHU3ALIUOHHO-ITEJATOI'NYECKHUE YCJIOBUSA PEAJIU3ALIUA
MMPOI'PAMMBI
TeMaTnka NEKIIMOHHBIX 3aHATHH:
Ne Tema nexunn Conepxanne | Dopmupyembie
JIEKIIUU KOMIICTCHIUH
1. CtpykTypa reHomMa 1 3MUreHoMa uenoBeka. [Ipoekt 1.3 IK-1, ITK-5, TIK-
«['eHOM 4esToBEKa» U €ro 3HaYeHUE JUISI MEIUIIMHEI 10, TICK-1,
I1CK-3
2. [IpenatanpHast TMAarHOCTHUKA HACJICICTBEHHBIX U 3.3 [1IK5, IICK-1,
BpPOXKJICHHBIX 3a00JICBaHNH, HHBA3UBHAs, HEWHBAa3UBHAs, IICK-3, IICK-5
MPEUMILIAHTAITMOHHAS
3. [IpequkTrBHAS MeaUIIMHA. AHAIN3 TCHETHYECCKUX 34 I[ICK-1, TICK-3
accoranui. ['eHeTnueckne GpakTopsl pUCKa CePACUHO-
COCYJIMCTBIX U ayTOUMMYHHBIX 3a00JICBaHUI
4, [TIIP xak OCHOBHOI METO/I MOJICKYJISAPHON TUATrHOCTUKH. 4.4 IICK-1, IICK-3,
MeTo1bl TUarHOCTUKKU MYyTaIui IICK-5, TICK-6,
IICK-7
5. MeTopl «CEKBEHUPOBAHKS HOBOTO TIOKOJICHHUS. 4.5 IICK-1, IICK-3,
DK30MHOE cekBeHHpoBaHue. Poccuiickue LleHTphl I1CK-5, TICK-6,
MonekynasapHOi TUarHOCTUKU. JlnarHocTuyeckue naHeiu [1CK-7
JUTSI XpPOMOCOMHBIX, MOHOTCHHBIX M1 MHOTO(aKTOPHBIX
3a00J1€BaHMI1
6. HacnencrBennslii anbaocTepoHn3M. BpoxaeHHbI 51 IICK-1, IICK-3,
TUIOANIbIOCTEPOHU3M. HacaeacTBeHHBIH IICK-5, TICK-6,
TUNEPaIbJA0CTEPOHU3M, O0YCIOBIECHHBIM MyTallUsSIMU B IICK-7
reHaxX MOHHBIX KaHaIOB. [ eHeTHYecKas reTeporeHHOCTh
cunapoma baprrepa. [IceBnorunoansaocrepoHusm,
00yCIOBJICHHBIN MyTallUsIMHU B T€HAX SMUTENNATHHBIX
HaTpUEBBIX KaHaoB. Hapyienue paboThl THA3UI-
gyyBcTBUTENBHOTO Na-Cl—koTpaHcmopTepa Kak IprUuHHa
pa3BuTusA cuHIpoma l'opioHa
7. I'unodusapuselii Hanu3M. CemeiiHas N30JIMpoBaHHAs 5.2 I1CK-1, I1CK-3,
HEJ0CTaTOYHOCTh TOPMOHA pocTa, cuHApoM KoBapckoro. I1CK-5, IICK-6,
Cunapowm JlapoHa, niau HEUYBCTBUTEIBHOCTh PELENTOPA I[ICK-7
ropMOHa pocta. MyTanuu B reHaX WHCYTHHOIIOJ00HOTO
¢dakropa pocra 1 u ero perentopa. [lanrunonuryurapHas
KapJIMKOBOCTh, KOMOMHUPOBAHHASI HEJOCTATOYHOCTh
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Ne Tema nexuuu Conepxanune | PopMmupyembie
JCKIUU KOMIETEHINH
rOpMOHOB TH0¢u3a. Posib TpaHCKPUIIITMOHHBIX (PaKTOPOB
B PEryJISILIMK CUHTE3a U CEKPELIMU TOPMOHOB pOCTa

8. Hacnencreennsie 00J1€3HU THPEOUIHOTO OOMEHA. 5.3 [1CK-1, IICK-3,
HeonaranbHblil CKpUHUHT BPOXKJIEHHOTO TMIIOTUPEO3a. [1CK-5, TICK-6,
MyTtanuu B reHax pelenTopoB TUPEOTPOIHOIO FTOPMOHA. [1CK-7
Posb TpaHCcKpUINIIMOHHBIX ()aKTOPOB B (POPMUPOBAHUU
Masb(opMaIyii IIUTOBHUTHON HKeJIe3bl

9. Accoupanus HHAEKca Macchl Tea ¢ NOJUMOP(HBIMU 5.4 [1CK-1, IICK-3,
aJUIeTISIMU TeHa perienTopa 4 MeJIaHOKOPTHHA. [1CK-5, TICK-6,
I'eneTnueckas reTepOreHHOCTh HACIEICTBEHHBIX (OpM I1CK-7
OKUpEHUS: ToMHUHaHTHBIE MyTarun B reHe MC4R,
periecCUBHbIE MyTallMU B T€HAX JIENTHHA, €r0 PeLenTopa u
IIPOrOPMOHOBOM KOHBepTa3sl 1. MaxkopHas myranus
(A236G) B rene mpoomnroMenaHokopTuHa. OKupeHne B
CTPYKTYpE MOHOT'€HHBIX CUHAPOMOB, cuHApoMmbl [Ipanepa-

Buwm, Ansctpema, bapae-bunns u np.

10. | CtpykTypa reHOB IIaBHOT'O KOMIUIEKCA 6.1 [1CK-1, IICK-3,
rucrocoBMectumoctd (MHC). Accommarus amreneit DR3, IICK-5, TICK-6,
DR4 u DQ-beta HLA-10KycOB THCTOCOBMECTHMOCTH C [1CK-7
N3CA. IporexktusHbie amienu HLA-kommnekca (DR2,

DRS). Ipyrue renerndeckue daxtopsl pucka U3CJI
(mommmopdusie amnenu renoB PTPN2, C120RF30,
ERBB3, KIAA0350 u np.)

11. | Mutoxonnpuansubie Gopmel MHC/I. I'enetnueckas 6.2 [1CK-1, TICK-3,
TeTEPOTEHHOCTh ayTOCOMHO-IOMHUHAHTHOTO «IradeTa [ICK-5, TICK-6,
B3pOCIIOTO THMNA y MOJIoAbIX», i MODY -auabera. [1CK-7
MyTanuu B reHe IIIIOKOKWHAa3bl. MyTaluu B TeHax
renaTolUTApHBIX AAEPHBIX (PAaKTOPOB, HAHKPEATUUECKOTO
TPAHCAKTUBATOPA, TPAHCKPUIIIIMOHHBIX (PAKTOPOB,

MaHKPEaTUYECKOT0 JIMMIOJIUTUYECKOT0 PepMeHTa,
WHCYJIMHA, HePEeleNTOPHON TUPO3UHKHHA3BI B-Ki1eToKk.
Kimmmanaeckuii nosmmopduszm MHC]I, o6yciioBieHHOTO
MyTalMsIMU B T€HE MHCYJIUHOBOTO perenTopa

12. I'enernueckue dhakropsl pucka MHC/. Accormanms 6.3 IICK-1, IICK-3,
3a00seBaHus C HApYUIEHUSIMU (POPMUPOBAHUS KUPOBOU [1CK-5, TICK-6,
TKAHU U MEPEKUCHOT0 OKUCIIEHUS JTUIUIOB, I1CK-7
00yCJIOBIIEHHBIMH MPUCYTCTBUEM (PYHKIIMOHATBLHBIX
nmoauMop¢u3MoB B rene ramma-perentopa PPARG.

[TonmumopdHsbie anaenu reHoB TPAHCKPHUIIIHOHHBIX

(bakTOpOB, aIMIOHEKTHHA, KaJHMEBBIX KaHAJIOB,

UHTepJeHKkuHa-6 u Jp.

TemaTrka MpakKTUYECKUX 3aHITHIA:
Ne Tema nmpakTU4YecKOro 3aHsATHS Coneprxanue dopmupyemblie
PaKTUYECKOTO KOMIETEHINH
3aHSITHS
1. | MeauuuHCKast U KIMHUYECKasl TeHETUKa. XpOMOCOMHas 1.1 IICK-1, IICK-3
TEOpHUsl HACJIECTBEHHOCTH
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Ne Tema IpakTUYeCKOro 3aHATUS Copnepxanue dopmupyemsle
PAaKTUYECKOTO KOMIETEHINH
3aHATHUS
2. | Crpykrypa u ¢pynkuun JJHK. OcHoBHBIE 1.2 ITK-1, TIK-5, TIK-
nH(GOPMAIIMOHHBIE TPOLECCHI 10, TICK-9
3. | Posb reHeTHyeckux aKTOPOB B ATHOJIOTUH U MATOTCHE3E 2.1 [1CK-1, I[ICK-3
pa3nuyHbIX 00JIE3HEH YeToBeKa
4. | HacnenctBeHHble, MHOTO(AaKTOPHBIE U IPUOOPETEHHBIE 2.2 [1CK-1, IICK-3
3a00JIeBaHHS
5. | Tumnel u HOMeHKIaTypa MyTanuil. BzaumooTHoOIIEHNS 2.3 [TK-1, TICK-5,
MEXAY MyTalusiMU U 00JIE3HIMU I1CK-9
6. | UucioBsIe M CTPYKTYPHBIE HAPYIICHUS XPOMOCOM. 3.1 [1CK-1, IICK-3
OCHOBHBIE XPOMOCOMHBIE CHHAPOMBI
7. | Monorenunsie 6o1e3H:. THIBI HaCIEIOBAHUS 3.2 IICK-1, TICK-3
8. | IlepcoHanm3mpoBaHHAsT METUIIHA 3.5 ITK-1, TICK-5,
I1CK-9
9. | I'eneasornueckuii aHaJIN3 U MEINKO-TEHETHUECKOE 4.1 I1K-1, TIICK-5,
KOHCYJIbTUPOBaHUE I1CK-9
10. | /ImarsHocTuka XpOMOCOMHBIX OO0JIC3HEH 4.2 I1K-1, ITIK-5,
[1CK-1, IICK-3,
[1CK-5, IICK-9
11. | Meroasl OMOXUMHYECKOM reHeTUKH. [IporpaMmel 4.3 I1K-1, ITIK-5,
CKPUHUHTA CpeIi OEPEMEHHBIX U HOBOPOKICHHBIX I1CK-1, TICK-3,
I1CK-5, IICK-9
CraxxupoBka
1. | JJabopartopHuas auarsoctuka MODY -nuabera 6.4 IIK-5, TICK-1,
I1CK-3

Vil. YHEBHO-METOJAUYECKOE U UH®OOPMALMOHHOE OBECITEYEHUE
IleyaTHbIe HCTOUYHUKH JUTEPATYPHI:

1. boukoB H.IL, ITy3sipeB B.Il. Cmupnuxuna C.A. KnuHuueckas reHeTuka. YueOHuk. // M.:
I'DOTAP-Menmna. — 2015. - 592 c.

2. Baxapnosckuii B.I'., bapanos B.C. Hacnenctennbie 60Jie3HM U 10pooBas quardoctuka. — CII0:
3unanue. UBOCOII. 2003, 48 c.: un.

3. Baxapnosckuii B.I'., Pomanenko O.I1., 'opGynoBa B.H. I'enetnka B npaktuke neauatpa. CII6:
H3-Bo «Denukcy, 2009, 288 c.: ui.

4. T'uatep E.K. Meaununckas renetuka: YueOHuk. — M: Meaununa. — 2003. — 448 c.: um.

5. TopbynoBa B.H. Monekynsipable ocHOBbI MeauuuHCKo reHeTuku. — CII6: «MHTepmenukay,
1999. — 209 c.: ni.

6. I'opOynosa B.H., Crpekanos /I.JI., Cycnuupin E.H., UmsautoB E.H. Kinunuueckas reneruka.
VYuebnuk. CI16: U3a-Bo @ommant, 2015. - 396 c: un.

7. Kosznosa C.M., JlemuxoBa H.C., CemanoBa E., bmunaumkoBa O.E. HacneacrBennbie
CHHJIPOMBI U MEJIUKO-T€HETHYECKOe KOHCYIbTHpoBanue. — M. 1996. — 416 c.: u.

8. Henos N.1., Menpunuenko I'.A. Poccuiickue KIMHUYECKHE PEKOMEHAALMU. DHAOKpUHOJIOorus. M:
I'SOTAP-Menna, 2018. — 592 c. : u.
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9. HenoB W.HM., Menbauuenko I'.A. Oupoxpunosiorusa. HamumonansHOe pykoBoacTBo. Kpartkoe
u3nanue. 2-e u3., nepepad. u gon. - M: I'DOTAP-Menua, 2018. — 832 c. : ui.

10. B.A. Tkauyk, A.B. Boporaukos, [1.A. Tropun-Ky3zemun / nox pen. B.A. Tkauyka OcHOBBI
MOJIEKYJIIPHOM »HAOKpUHOJOTMU. Penenuus u BHyTpukietouHas curHainusanus. M: I'DOTAP-
Mepua, 2017. - 240 c. : un.

11. ApeBans A.B. DHIOKpUHOJIOTHS: pyKOBOJCTBO AJis Bpaueli- M: 'DOTAP-Menua, 2019. — 544 c.
;WL

IMporpammHoe obecneyeHue:

=7 <@ Onepauunonnsie cucremsl: Windows 7, Windows 8, Windows Server 2012
8@ Oducnrie nakersr MS Office 2003, MS Office 2007, MS Office 2010
El«@ Tekcrossiit penakrop Word

gl<@@ Awnrtusupycuoe I10: antuBupyc Dr. Web

Ba3bl 1aHHBIX, HH)OPMAIMOHHO-CITPABOYHbIE CHCTEMBI:

1. Poccuiickoe obpazoBanue http//www.edu.ru (caiit npeacraBiseT co00i CUCTEMY WHTEPHET-
nopTayioB cepsl 00pazoBaHMs, BKIOYas ¢eaepanbHble 00pa3oBaTeIbHBIE MOPTAILI MO YPOBHSIM
0o0pazoBaHUsi W TPEIAMETHBIM OOJACTSAM, CIENMATU3UPOBAHHBIE TIOPTaIbl. 3aKOHOAATEIHCTBO.
I'moccapwmit).

2. Menununa http//www.medicina.ru (caiiT mpencrasisieT co00i CHCTEMY WHTEPHET-TIIOPTAJIOB
cdepbl MeTUIIUHEI, BKITFOYas (peaepaabHbIe MOPTATBI IO pa3jieliaM MEWIIHHBI, CIIeHaTH3UPOBaHHBIC
MopTabl. 3aKOHOJATENBCTBO. [ Toccapwii).

Vill. MATEPUAJIBHO-TEXHUYECKOE OBECIIEHEHUE

1. CII6, yn. Anekcanapa MarpocoBa, a1.22, K/, aymutopun kadeapbl o0meld U MOJCKYIIPHOI
MEIUIIUHCKOW TeHETHKH

2. CII6, moc. Ilecounsiii, ym. Jlenunrpanckas, na. 68, HMUIL] onkonorun um. H.H. Ilerposa,
1a00paTopHsi MOJIEKYISIPHOW OHKOJIOTHHU

IX. OHEHOYHBIE CPEJICTBA

TGKYHlI/Ifl KOHTPOJIb YCIIEBACMOCTHU obecneyuBaeT OLICHMBAaHUEC XOJa OCBOCHUA MO,Z[YHeﬁ, n
IIpOBOAUTCA B cbopMe TECTOBOI'O KOHTPOJIA.

Htorosas aTTcCcTanuAa 06yqa}01111/1xc;1 8(0) pe3yiibTaTaM OCBOCHHA HOHOHHHTGHBHOﬁ
HpO(bGCCHOHaHLHOﬁ IIporpaMMbI IIOBBIIICHUA KBaJ'II/I(I)I/IKaI_II/II/I Bpaqeﬁ 10 CIICHHAJIbHOCTH «I'CHCTHKA»
IIpOBOAUTCA B cbopMe 3a49€Ta U AOJDKHA BBIABJIATH TCOPCTUUYCCKYHO U IMPAKTUYCCKYHO IMOATOTOBKY
Bpada B COOTBETCTBHU C Tpe6OBaHI/I$IMI/I KBaJ'II/I(bI/IKaI_H/IOHHHX XapaKTCPUCTUK H HpO(i)eCCI/IOHaJ'ILHLIX
CTaHAapTOB.

IIpuMmepHas TeMaTHuKa KOHTPOJbHBIX BOIIPOCOB:

1. Yro o3nauaeT «oTKpbITHE reHa»? [IpoekT «I'eHOoM yeroBeka» U ero 3Haue€HUe AJIs MEAULIUHBI.

2. Metonbl MOIEKyIsIpHOM AuarHocTuku Mmyrauuid. IIIP. Dx30MHOE cekBeHUpOBaHUE.

3. HacnencrtBenHsle HapylieHMs BOJHO-COJIEBOro oOMeHa. ['umo-, Tumep- W ICeBIOTHUIEp-
BPOXKJACHHBIN aJIbJOCTEPOHU3M.

4. Tunoduzapusiii HaHu3M. CTpyKTypa M pPEryjslus SKCIPECCHHM T'E€HOB TOPMOHOB pOCTa.
MornekynsipHasi TuarHOCTHKA TUno¢u3apHoro HaHu3Ma. [lanrunonuTyurapHas KapiuKOBOCTb.
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5. HacnencTBeHHble 0OJE3HM TUPEOMIHOrO OOMeHa. ['eHeTHyeckas reTeporeHHOCTh BPOXKJICHHOTO
runoTupeo3a. HeoHaTanbHBIH CKPUHMHT M TNpo(duiIakTHKa HauOoiee TSKENbIX MPOSIBICHHUN
3a00JIeBaHMUS.

6. HacnencTBeHHbIe (OPMBI OXKUPEHUS U UX MOJICKYJISIpHAsl AMAarHOCTHKA. [ eHeTnueckue GpakTopol
M3MEHYHMBOCTH MACCHI JKUpa y YeloBeKa. [ eHeTrnueckast reTeporeHHOCTh HACIEICTBEHHBIX (PopM
O’KMPEHMS: MyTallMM B F'€HaX peLenTopa 4 MeJTaHOKOPTUHA U MPOONIMOMENIaHOKOPTHHA, JIENTHHA U
€ro perenTopa, MporopMOHOBOM KOHBEpTa3bl 1. MOHOT€HHBIE CHHIPOMBI C U30BITOYHOM MacCOn
Tena.

7. Accouunanus noaumopubIx auieneit renoB HLA-koMIuiekca ¢ caxapHbsiM AnadberoMm 1 tuma.
Muroxonapuansasie popmel MHC/L. I'eneTnueckas reTeporeHHOCTh ayTOCOMHO -IOMUHAHTHOT'O
«mabeTa B3pocCiioro Tuma y MoJioaeix», uian MODY -nuabera. MyTaruu B TeHE TITIOKOKHHA3HI.
I'eneTnyeckue (hakToOphl prcka MHCYIUH-HE3aBUCUMOIO CaxapHOro auadeTa 2 THIa.

3aI[aHI/I$[, BBIABIAOMNWE MPAKTHYCCKYIO MOATOTOBKY Bpadya-reHETHUKA.

3amaya 1:

Y IByX MaJb4yMKOB, HE SBJISIONIMXCS MEXIy CO00W pOJCTBEHHMKaMH, B BO3pacTe 2-X JIET
HaOJIIOIaeTCsl  BBIPAKEHHAS 3ajiepKKa pocTa. Y OJIHOTO W3 HHUX PE3KO0 CHWKEH YPOBEHB
COMaTOTpOHI/IHa, TOoTrga Kak y JIPYFOFO OH HaXOIUTCA B npez[enax HOpMBI. Hpe)IJ'IO)KI/ITe IIJ1aH
oOcienoBaHusl 3TUX OOJBHBIX, BKJIIOYAs MOJIEKYJISPHYIO OUArHOCTHKY. Bam auarHo3s u cxema
BCIACHUS OTUX ITAIITUCHTOB.

3anava 2:

K Bpauy obpatunace OepemenHas >xeHiuHa 20 €T, y KOTOpOH OTel yMep B Bo3pacTe 35 JeT oT
COCYITHUCTBIX OCJIOKHeHUU mipu aumadere. Cpok OepemenHoctn 8 Heaenb. ConmeplkaHue caxapa B
KpOBH Yy JKEHIIMHBI Bhie HOpMBI (10-15). [IpeanonoxutenpHpiid auarHo3. [lmaH MoJekymsipHOM
OUarHocTUkU. [IporHo3 B OTHOWIEHMH OyAYLIEro MOTOMCTBA M BO3MOYKHOCTH IPOBEIEHUS
MpeHaTaJIbHOW TUArHOCTHKH.

[IpakTUYeckre HABBIKH:

e (COop anamHe3a

e [locTpoeHue u aHAIN3 POJIOCIOBHOM

e OrleHKa ¥ HHTEPIIPETAIUS PE3yTbTaTOB JIAOOPATOPHBIX U CIIEUAIBHBIX METOJIOB
JMAarHOCTHKHU (MOP(OJIOTHIECKUX, ONOXUMHUYECKUX, MOJICKYIIIPHO-T€HETUICCKHUX,
[IUTOTCHETUYECKUX, UMMYHOT' CHETUICCKHUX )

e VYMmeHHE O0BSICHUTH KOHCYJIbTUPYIOIIMMCS B IOCTYITHOM opMe coepxaHre METUKO-
TCHETUYECKOTO MPOrHO3a

e (COop u xpaHeHUe OMOJOTHYECKOTO MaTepHrala

IIpuMepbl TECTOBBIX 3aJIaHUM:

1. Meton ITLIP MoeT UCOIb30BaThCS IS
A) TMarHOCTUKHU XPOMOCOMHBIX HApYIICHHUHA
b) monekynspHoil naeHTU(UKALIUN TUYHOCTH
B) nuarnocTuku MyTanuii B reHaX HACJIeICTBEHHBIX O0JIe3HEH
I') mmarnocTuku uHQpEKIUH
J1) muarHocTuku 1e(heKToB BHYTPUYTPOOHOTO Pa3BUTHS TII0IA
2. Ilpounsonuia MyTamus B KOJAUPYIOIIEH MOCIe0BaTEIbHOCTH
5’-CAG AAT ACCTGATTG ATA GCA-3°,
MYTaHTHasi MOCJIEeI0BATEIbHOCTh UMEET BU/L!
5’-CAG AAT ACT GAT TGA TAG CAT-3".
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Omnpenenure xapakrep MyTaluu
A) nenenus
b) HoHceHe
B) cnBur pamku cuuThIBaHUS
3. OTKpbITHE T€HA 03HAYACT:
A) omnpezeneHue ero JOKaJIu3aluy Ha IUTOT€HETUYECKON KapTe
b) onpenenenue ero nokann3anydu Ha KapTe MUKPOCATEIUNIUTHBIX MHACKCHBIX MAapKEPOB
B) uzomsus u knonuposanue kJ[HK
I') xnonuposanue renomusix JJHK, mepexpriBatommx 061acTh JJOKAIA3aUU TeHa
J1) cekBeHHpOBaHME MMOTHON HYKICOTHIHOU MOCIEI0BATEILHOCTH r'eHa
4. CKOJIbKO T€HOB B TCHOME YeJIoBeKa?
A) CTONBKO ke, CKOJIBKO U O€JIKOB
B) 32 000
I') 80 000
) 118 000
5. IlocnenoBarensHOoCcTEIO PHK, conepxanieit MHTpOHBI, SABIISETCS:
A) MPHK
b) mpePHK
B) TPHK
I') pPHK
J1) anepnas rereporenHas PHK
6. [Ipssmast MoOJIeKyJIsIpHAS TUArHOCTUKA MYyTaIlii B TEHE BO3MOXKHA:
A) niisa m00bIX MOHOTEHHBIX 3a00JIeBaHUI
B) 1715 TeHOB ¢ M3BECTHOM ITUTOTEHETUYECKOM JIOKaTU3aIuen
B) i kioHHpPOBaHHBIX T€HOB
I') 1715t TeHOB ¢ U3BECTHOM HYKJICOTHUTHOM MOCIEA0BATEIIBHOCTHIO

7. Mo>HO JIK, 3Hasd MOoCJICA0BATCIIbHOCTh AMUHOKHUCIIOT B KOAUPYEMOM Oenxe OJHO3HAa4YHO BbIITHMCATh

MIOCJIEI0BATEIbHOCTh HYKJICOTUOB B!
A) reHe
b) sx30Hax
B) kIHK
I') npePHK
J1) MPHK
8. ®enoTunuyeckuii 3pHEKT MUCCEHC-MYTAIIUN 3aBUCHUT OT:
A) BHYTPUT€HHOH JIOKAIH3aIUN
b) usmeHeHus 3apsia aMUHOKHCIIOTHI
B) dynkiuu nomeHa, BKIIOYAIOIEro aMUHOKUCIIOTHYIO 3aMEHY
I') pasmepa kogupyemoro Oenka
J1) cKOpOCTH TPAaHCKPUIILIH
9. IlprunHO ayTOCOMHO-PELIECCUBHOTO cUHApoMa baprrepa sBistoTcs
A) HapyIeHUs BOJHOCOJIEBOro OanaHca
b) myrauuu B rene anbdal-cyobe AMHUIBI TOTEHIMAT-3aBUCUMOTO KaJIbIIMEBOTO KaHaja
B) Hapymienust paboThl OYEUHBIX MOHHBIX KaHAJIOB
I') MmyTanuu B reHe ajnbI0CTePOHCUHTETA3bI
10. IIpuunHO# niceBIoruNoOaNbI0CTEpOHU3MA | THIIA ABIISIOTCS
A) TOMHMHaHTHbIE MyTallM1 B TeHEe MUHEPAIOKOPTUKOUHOTO peLienTopa
b) napymenus paGoThl SNUTETHATBHBIX HATPUEBBIX KAaHAIOB
B) myranmu B reHe TpaHcKpunuuoHHOTo (akropa kelch3
I') Hapymenus padboTbl THa3ua-ayBcTBUTENBEHOTO Na-Cl—koTpancnoprepa
11. IpuuuHoii nceBorunoansaocTeponnsma |l tumna sisrores
A) TOMHUHaHTHbIE MyTaIlMH1 B TeHE MUHEPAIOKOPTUKOUHOTO perienTopa
b) napymenus paGoThbl SUUTEIHATBHBIX HATPUEBBIX KaHAIOB
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B) myraiuu B reHe TpaHCKpUnuuoHHOro ¢akropa kelch3

I') Hapymenus padboTbl THa3ua-ayBcTBUTENBbHOTO Na-Cl—koTpancnoprepa
12. Ilpuuunoit cunapoma KoBapckoro siBISIIOTCS

A) myrtanuu B rene GH1

b) myranuu B rene GH2

B) myranuu B rene penenropa pummsuar-ropMmol — GHRHR

I') myTanuu B rene perientopa ropMoHa pocTa

13. V pebenka 5 niet TspKenas 3a7epiKKa pocT, PU3NIECKOT0 U ICUXUICCKOTO PAa3BUTHSI, TYTOYXOCTh.

[Tpu GmoxuMuYeckoM 00CIIeTIOBaHUH BBISIBIIEH HOPMAJIBHBIH YPOBEHb TOPMOHA POCTA U €T0
pelenTopa B COYETAaHUU C BRICOKMM YpOBHEM comaromeanHa. [Iprmunnoii 3a00s1eBaHuUs SBISIOTCS

A) MyTanuu B reHe MHCYIMHOMOo100H0TOo (hakTopa pocta 1 (IGF1)

b) Mmyranuu B reHe perentopa HHCYIHHOMO100HOoTrO (akTopa pocta 1 (IGF1R)

B) myranuu B rene peuenropa punusuar-ropmona (GHRHR)

I') myramuu B reHe ropmona pocta (GH1)
14. TIpu Ouoxumudeckom oOce0BaHNHU peOeHKa C TshKeIol (GopMO KapJIUKOBOCTH BBISIBIIEHO
OTCYTCTBHE TOPMOHA POCTa M MPOJIAKTHHA B COUYETAHNH C YaCTHYHON HEJIOCTATOYHOCTHIO
TUPEOTPOITHOTO TOpMOHa. [TpuurHO# 3a001eBaHMS SBISIOTCS MyTaIlH B TCHE

A) PROP1

b) LHX3

B) HESX1

I') OTX2

1) POU1F1
15. HacnenoBanue BpOXKAEHHOTO THUIIOTHPEO3a OCYLIECTBISIETCS 110

A) ayTOCOMHO-pPEIIECCUBHOMY THITY

b) X-cuemnennomy tuiy

B) MutoxonpuansHOMY THITY

I') ayrocoMHO-IOMUHAHTHOMY TUITY
16. Kakas (hopma HaCJIEICTBEHHOTO OKUPEHHUS SBJISIETCS HanboJiee pacipoCcTpaHEeHHOM

A) 00ycIIOBJICHHAsI MyTaIlUsSIMH B T€HE JICTITUHA

b) oOycnoBienHas MyTausMu B reHe MPOOIUOMENTaHOKOPTHHA

B) oOycnoBienHnast MyrauusMu B reHe perentopa 4 MelaHOKOPTHHA

I') oO6ycnoBneHHast MyTallusMU B I'€HE peLenTopa JenTHHa
17. KakoBa BepositHocTh U3CJ] npu HanWuuy y manreHTa mpeapacoaraloimnx rarioTHIIOB IO

amnensm DR3, DR4 u DQ-beta HLA-noxyca

A) 90%

b) 5%

B) 20%

I') 50%
18. IlpuunHoit AuabeTa ¢ MaTEPUHCKUM TUIIOM HACJIEIOBAHUS MOTYT OBITh

A) nenenus pa3mepoM, 3aTparuBaroiias 6oee 60% Bcero MUTOXOHIPHATIBLHOTO TeHOMA

b) ToukoBbie MmyTanuu B MutoxoHapuanbHoi JTHK

B) MyTtanuu B reHe riroKOKWHA3HI

I') myranuu B reHax remaronuTapHbIx siaepHbix GpaktopoB HNF4A, HNF1A, HNF1B
19. Ilpuunnoit MODY -nuabera siBnsitoTCs

A) neneuus pazmMepom, 3atparuparorias 6onee 60% MUTOXOHAPUATHHOTO T€HOMA

b) ToukoBbie MmyTanuu B MutoxoHapuanbHoi JTHK

B) MyTanuu B reHe riroKOKWHA3bI

I') MmyTanuu B reHax rematoluTapHbIx siaepHbIx GaktopoB HNF4A, HNF1A, HNF1B
20. Hanbonee vacroii acconmanueit ¢ MHC/ sBastores

A) nonumopdodusie amtenu B rene PPARG

b) nomimopdubMu ansenu B reHox kanueBbix kaHaioB KCNQ1 u KCNJ15

B) nonumopdHsie ansenu B reHe TpaHCKPUIIIMOHHOTO (akTopa Pax4
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I') foMUHAHTHBIE MYTAaLlMU B T€HE MHTEPJICHKIHA-0

[IpaBunbHbBIE OTBETHI

1-5,B, T 6-B, T 11 —B, T 16 —B
2-A,B 7 — Her 12—B 17—B
3-B, [ 8-A,b B 13- A 18— A, b
4-B 9—B 14— 19 —B, I’
5-b 10— A,b 15— 11 20— A
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