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1. OBIIME ITOJIOXKEHUA

AKTYyaJIbHOCTD

HaGnromaemsplii B mocieHue ACCATHICTHS MPOrpecc B 00JacTH MEAWIMHCKOW T€HETUKU MPUBET K
pa3paboTke M BHEAPCHHIO B KIMHUYECKYIO IPAKTUKY METOJIOB MOJIEKYJISPHON IHArHOCTHKH,
IIO3BOJISIFOIIEH OIpEAEsATh HHAUBUAYAIbHBIE COCTOSIHUS HE TOJIBKO OTAENIbHBIX '€HOB, HO U T€HOMaA
B LeloM. B Hacrosiee BpeMsi aKTHUBHO MCCIEAYIOTCS AacCOLMAlUU MEXIY CTPYKTYpHBIMU
0COOEHHOCTSIMH T'€HOB, PETYIISIIHUEH WX SKCIIPECCUU U PA3IIMYHBIMU MATOJIOTHYECKIMH COCTOSHHUSIMU
yenoBeka. Ha 5Tol OCHOBE mpeiiaraioTcsi MPUHIUIIHAIBLHO HOBBIE IMOAXOABI K NMPO(UIAKTHKE H
JICUEHUIO TSDKENBIX HACJIEJICTBEHHBIX 3a00JIeBaHUM, JO HEJABHEIO0 BpPEMEHM CUMTABIIHXCS
HeusJeunMbIMU. MHorue 0O0JIE3HM COEJUHUTENbHON TKaHW BO3HMKAIOT BCIIEACTBHE HAapyILEHUS €€
pasButus, To ecth sBisAtorcsa aucmiaazusMm (ICT). Pasnoob6pasubie nposiBinenus JICT cocraBustor
cpeau HaceneHus: ot 10 no 30%, U3 HUX Ha OO0 HACJIEICTBEHHBIX HAPYIIEHUN MPUXOIUTCS HE
6onee 1%. IlpuumHoil Takux 3a0oyeBaHMI 4Yallle BCETO SIBISIIOTCS MyTallMM B TeHaX OEJIKOB
BHEKJIETOYHOTO MAaTpUKCa WIM PEryasiTopoB MopdoreHesa COEAMHUTEIbHONW TKaHU, TaKMX Kak
TPaHCKPUINIIMOHHBIE (aKTOpbl, TpaHcPopmupyromMe U (¢(uOpoOIacTHbIE (QAaKTOpPBl POCTa, HX
peuenTopsl W aHTOTOHHCTHL. Kimamueckn HacnencrBeHHbie JICT MOTyT TpOSIBIATBCS B BHUIC
CKETIETHBIX JUCIUIa3ui, OCTEe0apTpo3a, apTpomaTud, CUHApOMOB Mapdana, Inepca-/lanio,
Oynné3HOro 3nuaepMoin3a, odpTalibMonaruy, HedpomaTuu, TYroyxocTH, MHOMNATHH, AUCTpOdUU
BOJIOC, 3y0OB, HOTTEH 1 npyroi natoyioruu. Co3naHHbIE B MTOCJIEIHNUE TO/IbI B HamIeh ctpane L{eHTpsr
MonexkyIsipHOW JUAarHOCTHKH TIO3BOJISIFOT TPOBOAWTH HHIMBHUIyaTbHOE TECTHPOBAHUE COCTOSIHHS
JECATKOB M THICSY T'€HOB, OTBETCTBEHHBIX 32 pa3BUTHE B ToM uucie W HacienactBeHHbIX JICT,
OTIPENEeNATh JICKAPCTBEHHYIO UYBCTBUTEIHHOCTh PA3JMYHBIX. TAlMEHTOB, WX JTHUYECKYIO
IIPUHAJICKHOCTb, CKJIOHHOCTh K OIpPEAEIECHHBIM BUAAM JAedrenbHOCTH. OJIHAKO NOJaBIIAoLIee
OOJBIIMHCTBO Bpayei, MpenojaBaresied U CTYAEHTOB MEIUIMHCKUX BY30B HE 3HAKOMBI C 3THMHU
JTOCTHXKEHUSIMM M BO3MOKHOCTSMHU HX TNPAKTHYECKOTO MCIOJb30BaHMs. CIBUT B TI'€HETHYECKOM
MBIIIUIEHUN Bpaya MOXKET MPOU30MTU TOJBKO B TOM CIydae, €ClIM B y4eOHbIC IMPOTpaMMBbl KaxJIOH
KJIMHUYECKOW MeAMIUHCKON Kadeapsl OyayT BBEIEHBI CBEJIEHMs, KacalolMecs MOJICKYISPHOU
STHOJIOTUM M TaTOreHe3a HAacleACTBEHHBIX 3a00JIEBaHUM, COOTBETCTBYIOIIMX HPO(UIIO JTAaHHOU
kagenpsl. [Ipemnaraemas yueOHas mporpaMma HalpaBiieHa Ha MOBBILIEHHE YPOBHS I'€HETHYECKOTO
o0Opa3oBaHus Bpayeil AMCIUIACTOJIOIOB M IpernojaBarelell TeX CIEeLUaln3UpOBaHHBIX Kadenp, Ha
KOTOPBIX PACCMATPUBAIOTCS KIMHMYECKHE IOCIECACTBHS HApyLICHHUsl Pa3BUTHS COECIUHUTEIBbHON
TKaHHU.

ean oo aHUTEIbHON NPogecCHOHATBHOM MPOrPpaMMbl MOBBITIEHUS KBATM(DHUKAIIUKA Bpadeh 10
CHEIHAIbHOCTH «T€HETHKa» (Jajee — mporpaMMa), B COOTBETCTBUHU C IMOJIOXKEHHUSIMH dacTeil 1 u 4
cratbu 76 ®enepanpHoro 3akoHa «O0 oOpaszoBanum B Poccuiickoit ®deneparun» ®3-273 or
29.12.2012 r., 3akiouaeTcss B YJOCTOBEPEHHH OOpa3oBaTENbHBIX M  MPOECCHOHATBHBIX
noTpe6HOCcTeH, MPO(EeCCHOHATBPHOIO Ppa3BUTHs 4YeJIOBeKa, OOECIEeYeHHH COOTBETCTBHS €ro
KBIM(DUKAIIMY MEHSIOIUMCS YCIOBHUAM MPOPEeCCUOHATBHOMN ASITENLHOCTH U COLIUATILHON CPEIbI.

JlanHass mporpaMma HalpaBJ€Ha Ha COBEPUICHCTBOBAHWE HMEIOIIMXCS U IIOJIYyYEHHE HOBBIX
KOMIETEHIMH, HEoOXOMUMBIX Ui  NpodecCHOHANBHONM  JEATENIbHOCTH, W  IOBBIIIEHHE
po(heCcCHOHATBHOTO YPOBHS B paMKax MMEIOIIENCs] KBAJIU(DUKAIUH.

TpynoemMkocTb OCBOEHHS — 36 akaleMUYECKUX YaCOB.
1 akagemuyeckuii yac paBeH 45 MUHyTaM.
1 akagemuveckuil yac paBeH | Kpeaury.

OCHOBHBIMH KOMIIOHEHTaMH mporpaMMmanl ABJIIFOTCA:
- AKTYaJIbHOCTb,
- HCJIb IPOTPaMMBbI;



- IUIAHUPYEMBbIE PE3yIbTaThl OOyUCHHUS;

- TpeOOBaHUs K UTOTOBOM aTTECTAMK O0YyJaIONINXCS,;

- yueOHBIi J1aH;

- OpPraHU3alMOHHO-TIEAATOTUYCCKIE YCIOBUS PeaTU3allii IPOTPaMMBI,
- OIIEHOYHBIC MaTEPHUATIBI.

Hnst popMupoBaHusl NpoQecCHOHATBHBIX HABBIKOB, HEOOXOAMMBIX IJISi MPOBEICHHS MPOQPHUIBLHON
MOMOIIY (AMarHOCTUYECKUX MCCIIEJ0BAHUI) B NMPOrpaMMe OTBOJSTCS Yachl Ha CTaXHUPOBKY (Hajee
CTX). Ilporpamma CTXX BKkIIO4WaeT: MaHUMYNIALWW, HampaBlIeHHbIE Ha (QopMUpOBaHHE
CHEeIHaIbHBIX TPO(ECCHOHATIBHBIX YMEHUI 1 HaBBIKOB.

Copep:xaHue MpOrpaMMbl IOCTPOEHO B COOTBETCTBMM C MOJYJIBHBIM MPUHIUIIOM, CTPYKTYPHBIMU
€MHULIaMU MOJYJIS SIBJSIFOTCS pa3zenbl. Kaxaplil pa3nen Moayis nmoApasiensercs Ha TEMbl, Kaxaas
TE€Ma Ha AJIEMEHTBI, KaXK/IbI 2JIEMEHT Ha Mo pIeMeHThI. [ yno0cTBa MoJb30BaHus MPOrpaMMoON B
y4eOHOM IIpoliecce Kaxaas ero CTpyKTypHas enHuna koaupyercs. Ha nepBom mecte ctaBUTCS KOJ
pasnena (Hanpumep, 1), Ha BTopoM Koja TeMbl (Hampumep, 1.1), nanee — kox sneMeHTa (Hampumep,
1.1.1), 3atem — ko nomdiementa (Hanpumep, 1.1.1.1). KogupoBka BHOCUT onpeaenéHHbIN TOPAA0K
B IIEpEYEHb BOIPOCOB, COJEPIKAIIUXCS B MPOrpaMMe, YTO B CBOIO OUY€pe]lb, MO3BOJIIET KOAUPOBAThH
KOHTPOJIbHO-U3MEPHUTENbHBIE (TECTOBbIE) MaTEpUAIbI.

VY4eOHBI TUIaH OIpenenseT TepeueHb, TPYAOEMKOCTh, TOCIEIOBATEIEHOCTE W pacHpe/eiicHHe
MOJTyJIeH (pa3/ienoB), ycTaHABIUBAET (OPMBI OpraHU3AIMKH YIeOHOTO Tpollecca U UX COOTHOIIICHHE
(nexuun, CTK, npakTuueckue 3aHaTus), POPMbI KOHTPOJISI 3SHAHUM.

B mporpammy BKIIIOYEHBI IUITAHMpYEMbIE pe3yiabTaThl oOyueHus. Ilmanupyembie pe3ynbTaThl
oOyueHus1 HampaBJIeHbl Ha COBEPIICHCTBOBAHUE MPO(EeCcCHOHATBHBIX KOMIIETEHIIUN Bpaya-TeHEeTHKa,
ero mnpogeccuoHaNbHbIX 3HAaHWW, YMEHUW, HaBBIKOB. B MIaHUpyeMbIX pe3ylbTaTax OTpakaeTcs
MIPEEeMCTBEHHOCTh C MPO(ECCHOHANBHBIMU CTaHAPTaMHU, KBaJM(UKAIIMOHHBIMUA XapaKTEPUCTUKAMHU
[0 COOTBETCTBYIOLIUM JIOJDKHOCTSIM, MpOodeccusM M CIeUUaIbHOCTAM (WM, KBATH(QHUKAITMOHHBIM
TpeOOBaHUAM K MpOo(ecCHOHAIBHBIM 3HAHUSAM M HaBBIKAM, HEOOXOAMMBIM JUISI HCHOJHEHUS
JOJKHOCTHBIX 00S3aHHOCTEH, KOTOpbIE YCTAHABIIMBAIOTCS B COOTBETCTBUU C (enepaabHbIMU
3aKOHAMH U MHBIMU IIPABOBBIMH aKTaMH poccuiickoil denepannu 0 rocyaapcTBEHHOM ciyxoe).

B nononnuTenbHON npodeccuoHanbHON MporpaMMe MOBBIIICHHS KBaTU(UKALUK Bpayeii-TeHeTUKOB
[0 CHENHATBHOCTU «TE€HETHKa» coJeprKaTcs TpeOoBaHUS K aTTecTanuu oOydaromuxcs. Mrorosas
aTTecTtalus IO MPOrpaMME OCYILECTBISETCS IMOCPEACTBOM TPOBEACHUS 3aueTa U BBISBISET
TEOPETUYECKYI0 M TMPAKTUYECKYI0 IOJArOTOBKY OOYyYaromierocss B COOTBETCTBHH C IENsAMU U
COJIep’)KaHUEM IIPOTPaMMBI.

Opra"nu3anuoHHO-NeAaroruiecke ycJI0BUs peau3alu NporpamMmbl

YcnoBus pcalin3aiuu HOHOHHHTGHBHOﬁ HpO(i)CCCHOHaHLHOﬁ IIporpaMmbl IIOBBIIICHUA
KBaJ'IPI(bPIKaI.[PIPI «HacnencrtBeHnnslie HapyIICHUA CO€OUHUTENBLHON TKaHU» BKJIIOYAKOT:

a) y4eOHO-METOJMUYECKYI0 JOKYMEHTAllMI0 W MaTepHajbl 10 BceM pazjenam  (MOJIYNsIM)
CIELIMAJIBHOCTH;

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

B) MaTCprUaJIbHO-TCXHUYCCKHUC 62[3]:1, 06CCHC‘{I/IB8.IOH_II/IC OpraHu3aluro BCCX BUI0B I[PICI.IHHJ'IHH&pHOﬁ
IIOATOTOBKH:



- yueOHBIE ayAUTOpPUHU, OCHAIIICHHbIE MaTepHalaMH U 000pyIOBaHMEM JJIsl MPOBEACHUS YIeOHOTO
npolecca;

- KIMHMYECKHE 0a3bl B MEAWIMHCKUX OPraHU3alusAX, HAyYHO-HCCIECIOBATEIbCKHX OpPraHU3alUsiX
Munucrepcrsa 3apaBooxpanenus Poccuniickoit denepanuu;

r) KaapoBoe oOOeCTeyeHne peaju3aldyd MPOTPaMMbl COOTBETCTBYET TpPEOOBAaHUSAM IITATHOTO
pacriucanus kadeapsr;

1) 3aKoHoaTenbcTBO Poccuiickoit denepanum.
. IJTAHUPYEMBIE PE3YJIbTATBI ObBYUYEHUSA
KBaJ'H/I(bI/IKaIII/IOHHaﬂ XapaKTCpUCTUKA 110 AOJIPKHOCTHU «BPaY-TCHETUK

Jlo/12KHOCTHBIE 00SI3AHHOCTH

[IpoBoaMT KIMHUYECKHME AaHAJIMUTHUYECKUE HCCIEAOBaHUS B COOTBETCTBUU C Mpoduiem
71a00paTOPUH C UCIOJIb30BAaHUEM COBPEMEHHBIX KIIMHUKO-IUAarHOCTHYECKUX TEXHOJIOTHH, a TaKxKe
M3MEPUTENbHON U aHaIUTH4YecKod ammapaTypbl. OpraHuszyer pabouee MeCTO AJisi NMPOBEIEHUS
nabopaToOpHBIX HccienoBaHui. ['0TOBUT He0OXoAMMBIE peaKkTUBBI, 00pabaThiBaeT OMOIOTHYECKUMA
Marepuan Juis  HCCleloBaHMs. BHenpser HOBbIE METOABl MOJEKYISIPHO-TEHETHYECKUX
UCCIIeIOBAaHUN, UMEIMe HauOOJIbIIYI0 AHAJUTUYECKYH0 U  KIMHUKO-JHAarHOCTUYECKYIO
HaJIeXHOCTh MIPU MPOBEICHUH CEJIEKTUBHOI'O CKPUHUHTA. AHAJM3UPYET PE3yNbTaThl IPOBEIEHHBIX
UCCIEeNOBaHUM M crnocoObl MX perucrpauuu. Beger HeE0OX0AMMYH  y4ETHO-OTYETHYIO
JOKYMEHTalMl0. ['0OTOBUT ekeMecsiuHble OTYETHl O CBOEH paboTe, ydyacTBYeT B COCTABICHUU
rojoBoro or4era Jjabopatopuu. OcyliecTBiseT BHYTPHJIA0OPATOPHBIH KOHTPOJb KadyecTBa
ucciaenoBaHuil. ['OTOBUT MpEeANIOKEHUS 10 MOBBILEHUIO 3()PEKTUBHOCTH MPOBOJUMBIX
UCCJIEeI0BaHUN U UX KadecTBa. ['OTOBUT Mpe3eHTalMK 10 BOIpocaM Jab0opaTopHON AMArHOCTHKHU
BPOXKJIEHHBIX U HACJIEACTBEHHbIX 3a0oneBaHuil. OOcienyer OOJIBHBIX C NPUMEHEHUEM
CHELUAIbHBIX T€HETUYECKUX METOJIOB (LIUTOI€HETUYECKHUEe, OMOXUMUYECKUE, UMMYHOJIOIHYECKHE,
MOJIEKYJISIpHO-TeHeTHueckue). OcyuiecTBiseT 3a00p OMOJOrHYecKoro MaTepuania ajias IpoBeIeHUs
1a00paTOPHBIX M MOJIEKYISIPHO-T€HETHYECKUX uccienoBaHuil. [IpoBoaUT HUTOreHEeTHYECKUH
aHanu3 nepudepuyeckoi KpoBU OOJBHBIX, KYJIbTYpbl aMHHOTHYECKUX KJIETOK W/WiIM OuomnrTara
xopuoHa. KynpTUBHpYET KJIIETKM aMHUOTHUYECKOHN XKUAKOCTU W/miM Ouonrara xopuoHa. IIpoBoaur
MacCOBBIH M CEJNEKTUBHBI CKPUHUHI Ha HAcJEACTBEHHbIE 0OJIe3HH OOMEHa, OMOXMMUYECKUMH
KOHTPOJb 3a JeueHHeM OoJibHbIX. Bepuouuupyer pesynabTaTbl COOCTBEHHBIX MCCIEIOBAHUM,
IpHUBJIEKass B HEOOXOAMMBIX CllyyasX Bpauyeld COOTBETCTBYIOUIMX CIELHAIBHOCTEH s
KOHCYJIbTAllUH U NIPOBEJEHUS TUAarHOCTUYECKUX UCCIEA0BaHUM.

JloJ1:xeH 3HATD:

3aKOHBl ¥ HWHBIC HOPMaTUBHBIC IIpaBOBbie akThl Poccuiickoit dexepamun B cdepe
3IpaBOOXPAHECHHS; OPTaHM3ALUI0 JTa0OPATOPHON CHy>KObI; OOIIYI0 M KIMHUYECKYIO TCHETHKY;
MpaBuUiia U CIOCOOBI MOJyUYeHHUS] OMOJOTHYECKOTO MaTepuana JUisl MPOBeAeHUs JTabopaTOPHBIX U
MOJIEKYJISIPHO-TEHETUYECKUX  MCCIENOBaHMM,  HeoOXoaumbix s auddepeHnnansHoil
JTUArHOCTHKU 3a00JeBaHUii; OOIIYI0 KIMHUYECKYI0 XapaKTepUCTUKY U OCOOCHHOCTH TEUYECHHS
HAcleJICTBEHHBIX  3a0oNieBaHMil; OOIIyI0  XapaKTepUCTHKYy M  OCOOCHHOCTH  TEUYEHUS
MylnbTU(AKTOpUATEHBIX ~ OOJI€3HeW; MPUHIMIBI KIacCH(UKAIMKM TAaTOJIOTUU 4YeloBeKa C
FEHEeTUYECKOW TOYKM 3pEHHS; COBPEMEHHYI Kkiaccuukanuio U auddepeHnnanbHyro
JUAarHOCTHKY OCHOBHBIX HACIIEICTBEHHBIX 3a00JIeBaHUM; Te€HETHYECKUE (DAKTOPHI ITHOJIOTUU U
MaToreHe3a HAcleICTBEHHBIX OOJIe3HEH; TMOoKa3aHus IJs TMPOBEACHUS I[UTOTCHETUYECKOTO
oOcreloBaHUs, CHEIUAIBLHOTO OHOXMMHUYECKOrO0 OOCIeNOBaHUS;, MPHUHIMIBI MacCOBOTO
CKpUHHUHTa HOBOPOXKJICHHBIX Ha HACIEJICTBeHHBbIE OO0Je3HHM OOMEHa; TOKa3aHUs H CPOKHU
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OepeMEeHHOCTH ISl MPOBEACHUS JOPOJOBON IMArHOCTHKH; METOJAbI JOPOJOBOW JWAarHOCTUKH,
METO/Ibl pacueTa MOBTOPHOTO T€HETHYECKOTO pUCKAa NPU PA3IUYHBIX (OpMax HacleCTBEHHBIX
3a00JIeBaHMI; COBPEMEHHbIE METOABI TEpPAalmUM OCHOBHBIX HACJIEJACTBEHHBIX OO0Je3HEH;
MICUXOJIOTUYECKUE U MOPAITBHO-3THYECKUE MPOOIEMBbl MEINKO-T€HETHYECKOTO KOHCYIbTUPOBAHUS
U NIpEHAaTaJbHON TUAarHOCTUKU; COBPEMEHHBIE METO Il MOJIEKYJISIPHO-T€HETUUECKONW TMAarHOCTUKH;
MOJIEKYJISIPHO-TeHETHUECKYI0 JAMAarHOCTHKY HauOoJjiee paclpoCTpAaHEHHBIX BPOXKACHHBIX U
HAacJIEJICTBEHHbIX 3a00JIeBaHMI; METOJbl KOHCEPBUPOBAHMS, XpaHEHUs U 00e3BpeKUBAHUS
OMOJIOTHYECKOTO MaTepuana; BIUSHHE OHOJIOTHYECKUX (HAaKTOPOB HA PE3yJNbTAThl MCCIEIOBAHMIA;
OpraHMu3alui0 KOHTPOJS KadecTBa JabOpaTOpHBIX MCCIEIOBAaHHWH; TOPSIOK H OCHOBHBIC
TpeOOBaHUA K €ro MpPOBEACHHWIO; MpaBUia OKCIUIyaTallUM OPITEXHUKH W MEIUIUHCKOTO
o0opymoBaHHsT CBOETO paboyero MecTa; OCHOBBI TPYAOBOI'O 3aKOHOJATEIbCTBA; IpaBHIIA
BHYTPEHHEr0 TPYJIOBOI'O pacHops/ka; MpaBujia MO OXpaHe Tpylda U IMOXKapHOH 0e30MacHOCTH;
CaHUTAapHBIE MpaBUIa U HOPMbI GYHKIIMOHUPOBAHUS YUPEKICHHUS 3JpaBOOXPaHEHUS.

TpeGoBanus k KBaaupuUKAUMU:

Briciiee mpodeccuonanbHoe 00pa3oBaHuE MO OAHOW W3 crenuanbHocted "JleueOHoe neno",
"Tlequarpus"”, "MeaunuHckas OuoxuMus" U TMOCIEBY30BCKOe MpodeccHoHanibHOE 00pa3oBaHHUE
(uHTEepHaTYpa U (UIK) OpAMHATYpaA) MO cnenuaibHoCcTH "['eHeTrka", cepTuuUKaT creruaIiucTa mno
cnenuanbHocTy "['eHeTnka", 6e3 mpeabsaBiIeHUS TpeOOBaHU K CTaxy paOOTHI.

XapakTepucTUKA NPO(EeCcCHOHATBLHBIX KOMIIETEHUMH BpaYya-reHeTHKA, MOJJIeKa X
COBEPIICHCTBOBAHMIO B Pe3y/IbTATe OCBOCHUS JONOJTHUTEIbHON MPOodeccHoHAIbHOM
NPOrpamMMbl NOBbIICHUS] KBATH(UKALUH Bpadei
10 CNEHHATBHOCTH «I'€HETHKA»

VY BBINIYCKHUKA MPOTPAMMBI COBEPIIECHCTBYIOTCS CIIEAYIOIIE MPO()ecCHOHAIbHbIE KOMMETEeHIHI
(manee — I1K):

B NPOQUIAKTHYECKOM JeSITeJIbHOCTH:

-TOTOBHOCTh K OCYILECTBJICHHIO KOMIUIEKCA MEPOIPHUSATHI, HANpaBIIEHHBIX HAa COXpPAaHEHHE U
YKpeIJIeHHe 3J0pOBbS M BKJIIOYAIOIIUX B celds (GopMmupoBaHHe 3J0pOBOTO oOpas3a >KHU3HH,
MpeNyNnpexIeHne BO3HUKHOBEHHMS U (WJIM) pacrnpocTpaHeHHs 3a0oJjieBaHUl, UX PaHHIOK
JIUArHOCTUKY, BBISIBIGHWE TPUYUH M YCIOBUM WX BO3HUKHOBEHHS M Da3BUTHUS, a TaKke
HaMpaBJICHHBIX Ha YCTPaHEHHE BPEAHOTO BIMSHUA Ha 370pPOBbE 4YelloBeKa (PaKTOPOB Cpeibl €ro
oburanus (ITK-1)

B THATHOCTHYECKOIi 1eATeIbHOCTH:

-TOTOBHOCTh K OIPENCIICHUIO y TAIIMEHTOB MATOJIOTUYECKUX COCTOSHHUM, CUMIITOMOB, CHHIPOMOB
3a00JICBaHMId, HO30JIOTUYECKHX (OPM B COOTBETCTBUU C MEXIYHAPOJHOW CTAaTUCTHYCCKOM
Kiaaccuukaiuei 60ae3Hel 1 IpobiieM, CBsI3aHHbBIX co 310poBbeM (I1K-5);

B IICHXO0JIOTO-TIeAarOrH4eCKOM 1esiTeIbHOCTH
-TOTOBHOCTh K (DOPMHUPOBAHUIO Yy HACEJIEHUs, MAllMEHTOB U UICHOB HMX CeMed MOTHBAIUH,
HAIPaBJICHHOW Ha COXpaHEHHE M YKPEIICHHUE CBOETO 3/I0POBbs U 310poBbs okpyxkatomux (I1K-10);

BeimyckHMK ~— mporpamMMmbl  JOJDKEH — OOnajgaTh  MPo(ecCHOHAILHO-CIeNUaTu3HPOBAHHBIMH
komnerenmuamu (nanee — [ICK):

AUATHOCTHYECKAS 1eSITeIbHOCTh:
-CIIOCOOHOCTh M TOTOBHOCTh K TIOCTAHOBKE JIMarHo3a Ha OCHOBAaHMM JWAarHOCTHYECKOTO
UCCIIeI0BaHMs B CTalioHape u amOynaropHoii cet (IICK-1);



-CIIOCOOHOCTh M TOTOBHOCTH BBISIBISTH Yy IAIMEHTOB OCHOBHBIC IMATOJOIMYECKHE CHMIITOMBI U
CHHJIPOMBI TE€HETHYECKMX 3a00JIeBaHMiA, HCMOIb3YyS 3HAHUS OCHOB MEIMKO-OMOJIOTUYECKUX H
KIMHUYECKUX JUCLHUIUIMH C YYE€TOM 3aKOHOB TEUEHHUS IaTOJIOTMM II0 OpraHaM, CHCTeMaM H
OpraHusMa B IIeJIOM, aHAJIM3UPOBATH 3aKOHOMEPHOCTH (PYHKIIMOHUPOBAHHS OPraHOB U CHCTEM IPH
BHYTPEHHEl  IaTOJIOTMM, MCIOJb30BaTh  QJrOPUTM  IIOCTAHOBKM  JUar€Ho3a (OCHOBHOTIO,
COITYTCTBYIOIIIETO, OCJOXHEHUH) C ydeToM MEexXIyHapOJAHOH CTaTUCTHYECKOW KIIaCCH(pHUKAINN
Oone3nell W TpoOJieM, CBs3aHHBIX €O 370poBbeM (masiee — MKDB), BBITIONHSATE OCHOBHEIC
JUarHOCTUYECKUE MEPOIPUSITHS 110 BBISIBJICHUIO HEOTJIOKHBIX U YTPOXKAIOUIUX KU3HU COCTOSHUIH B
rpymre reserndeckux 3adoneBanuii (I1CK-3);

JedyeOHas AeATeJbHOCTD:

-CIOCOOHOCTh M TOTOBHOCTL Ha3HA4vaTh OOJILHBIM C TF€HETHYECKHMH 3a00JIEBAaHUSAMHU aJeKBaTHOE
JIeYeHUE B COOTBETCTBHU C TIOCTABJICHHBIM JUArHO30M, OCYIIECTBIATH aJTOPUTM BbIOOpa
MEMKaMEHTO3HO# 1 He MeauKaMenTo3Ho# Teparmuu ([1ICK-5);

peaduINTALMOHHASA 1eATEIbHOCTD:

-CIIOCOOHOCTh ¥ TOTOBHOCTH NMPUMEHSTH y OOJIbHBIX C M€HETHYECKUMH 3a00JIEBaHUSIMU Pa3IHyuHbIe
peaduIMTallMOHHBIC MEPONPUATHS (MEAUIIMHCKHUE, ColalbHbIe, ncuxonorudeckue) (IICK-6);
-CIIOCOOHOCTh ¥ TOTOBHOCTH JJaBaTh OOJIbHBIM C T€HETHUECKUMHU PacCTPONCTBAMH PEKOMEHIAINH TI0
BHIOOPY  ONTUMANbHOTO  peXHMa  JABUTATENbHOM  aKTUBHOCTH B 3aBHCHUMOCTH  OT
MOPPO(YHKIIMOHATIEHOTO CTaTyca, ONpEAeNsATh MOKa3aHWUsS U TMPOTHBOIOKA3aHUS K HA3HAYEHMIO
cpencTB JaeueOHON GU3KYIbTYphI, puznorepamnuu, pedrekcorepanuu, purorepanuu (I1ICK-7);

NpopuIaKTHYECKAS NeATETbHOCTD:
-CIIOCOOHOCTh U TOTOBHOCTH HCITOJIE30BAaTh METOIbI OLIEHKH MPUPOTHBIX H MEINKO-COUATBHBIX
(baxTopoB B MosiBIIicHUH reHeTrueckux 0onesneit (IICK-9).

IlepeyeHb 3HAHUI, yMEHHU U HABBIKOB

ITo oxoHYaHuM 00y4YeHHsI BPAa4Y-T€HETUK J0JI’KEeH 3HATD.

- OCHOBHI 3aKOHO/aTeNbcTBa Poccuiickoit @enepamnuu 06 oxpaHe 370POBbs IPaKIaH; 3aKOHBI 1
WHBIE HOPMAaTHBHBIC TPaBOBbIe akThl Poccuiickoit denepanuu B chepe 31paBOOXpaHEHUS;
001I1e BOMIPOCH OpraHU3allud MEIUKO-TeHeTHYecKoi momonu B Poccuiickoit deneparuu;
HOPMAaTHBHBIE TIPABOBBIC AKThI, PETYIHUPYIOIIUE ACATEIHHOCTh Bpaua-reHETHKA.

- TNPUHLHUIBI COIMAIBHONW THMTHEHBI, OMOCOIMAIbHBIC aCIEKThI 3JI0POBbhs U OOJIE3HH; OCHOBHI
MEIULMHCKON THKH U JEOHTOJOTHU B T€HETHUKE;

- oOuue NPUHIMIBI 1 OCHOBHBIE METOJbl KIMHHUYECKON, MHCTPYMEHTAIbHON U 1ab0paTopHOit
JMArHOCTUKH (DYHKIIMOHATIHHOTO COCTOSIHUS OPTaHOB U CUCTEM OpraHM3Ma 4YeioBeKa; OOIIyIo
Y KIMHUYECKYIO T€HETHKY; MpaBUiia U CIOCOObI MOTyYeHHs] OMOJIOTUYECKOTo MaTepuana JJis
MIPOBEICHUS JTA0OPATOPHBIX U MOJIEKYIISIPHO-T€HETUYECKUX UCCIIeIOBAHUII;

- IaTOTeHE3 OCHOBHBIX PACCTPOMCTB MPH TCHETHUECKUX 3a00JICBAaHUSX;

- TPUHIMIBI KTaccu(UKAIMK MATOJIOTHHU YeJIOBeKa C T€HETHUECKOM TOUKHU 3PCHHUS,;

- COBpeMeHHyW Kiaccuukamuio U AuddepeHuranbHyl0  JHAarHOCTUKY  OCHOBHBIX
HACJIEJICTBEHHBIX 3a00JieBaHUil; TeHeTH4Yeckhue (aKTOpbl OSTHUOJIOTUM U  TaTOTeHe3a
HACJIEICTBEHHBIX OOJNIE3HEH; MOKa3aHus JIs IPOBECHHS [IUTOTEHETHYECKOTO 00CIeI0BaHNS;
CHEIHMAbHOTO OMOXMMHUYECKOTO OOCIeNOBaHMsI; MPHUHIMIIBI MAacCOBOTO  CKPHUHHUHTA
HOBOPOJKJICHHBIX Ha HACJIECTBEHHbIE 0ONIE3HN OOMEHa;

- TIOKa3aHUS M CPOKH OEpEeMEHHOCTH i TPOBEACHUS AOPOJOBOM JAUATHOCTUKH, METOJIBI
JOPOJOBOM JMAarHOCTHKH; METOJbl pacyeTa MOBTOPHOTO T'€HETHYECKOTO pHUCKa IpHU
pas3nu4HbIX (hopMax HaCIEACTBEHHBIX 3200 I€BaHUI;

- COBPEMEHHBIE METO/IbI TEPAITUH OCHOBHBIX HACJIEICTBEHHBIX OOJIE3HEN;



- IICUXOJIOTMYECKHE u MOPaJIbHO-ITUYECKUE poOIEMBI MEMKO-T€HETUUECKOTO
KOHCYJbTUPOBAHHUSA U IPEHATAIILHOM INAarHOCTUKY;

- COBPEMEHHBIE METO/Ibl MOJIEKYISIPHO-T€HETUYECKON TUAarHOCTUKY;

- METOJAbl KOHCEPBUPOBAHMSA, XpaHEHHs W 00€3BpEKMBAHUSA OHOJOTHYECKOTO MaTepHaa,
BIIMSIHHE OMOJIOTHYECKUX (DAKTOPOB HA PE3YNIbTAThl UCCIIETOBAHMIA;

- OpraHM3al{I0 KOHTPOJII KayecTBa JIaDOpATOPHBIX MCCIENOBAHUN; MOPSAJOK U OCHOBHBIE
TpeOOBaHUS K €ro MPOBEACHUIO

Ilo oxoHyaHumn oﬁyqe}mﬂ BPa4Y-TéHETUK JO0JKCH YMETD:

- TOJy4uTh WHGOPMANKIO O OOJNBHBIX M 3J0POBBIX WICHAX CEMbH HAa OCHOBAHHH OIPOCA,
JUYHOTO OCMOTPA WM UMEIOIIUXCS METUITUHCKUX TJOKYMEHTORB;

- nmpoBecTd OOBEKTHMBHOE OOCIeqOBaHWE TIPoOaHaa, WIEHOB €ro CeMbU U JIPYyrux
POJICTBEHHUKOB;

- JIMarHOCTHPOBATh CHHIPOMBI, TPEOYIONINE OKa3aHWUS HEOTJIOKHOW TOMOIIH, YCTAHOBUTH €€
00BEM U TIOCIIEZIOBATEIILHOCTH;

- HampaBUTh HaA CICOHAJIbHBIC HCCICNOBaHUA (OMOXMMHUYECKOE, IIMTOTCHETHYECKOEe,
MOJICKYJISIPHO-TEHETHIECKOE, YIbTPa3ByKOBOE U JIp.);

- YCTaHOBHUTH NPEIBAPUTEILHBINA TUATHO3 U MPOBECTH UM (HEPSHIIMATHLHYIO THATHOCTHKY;

- ONpENCNINTh TOKa3aHWS K HANpaBJICHUIO Ha KOHCYJIbTAIlMI0O K BpayaMm JAPYTHX
CIICIIMAJIBHO CTEH;

- 00OCHOBaTh TaKTHKYy JiedeHHUs OOJBHOrO peOeHKa C HacCJIEeJACTBEHHBIM 3alosieBaHuMEM (Ha
JIOMY, B JIETCKOM CIICIIHATU3NPOBAHHOM YUIPEKJICHHUH, CTAIIHOHAPE);

- OLIEHUTH d3(PPEKTUBHOCTH TEPAITUH;

- pazpaboTarb IJIaH peaOWIMTALMOHHOW Tepamuu TMalMeHTOB C  HAacleJACTBEHHBIMU
3a00J1€BaHUSIMHU;

- OLEHWUTHh  pe3yabTaThl  JaOOpPAaTOPHBIX W  CHEUHMATIBHBIX  METOJOB  JUArHOCTUKH
(Mopdonoruyeckux, OWOXUMHUYECKUX, MOJEKYISIPHO-TEHETUUECKUX, IUTOICeHETHUECKUX,
WMMYHOTCHETHYECKHUX);

- OLEHUTH PE3yJAbTaThl CKDUHUHIOBBIX HCCIIEAOBAHU;

- OIpEeNeNUTh MOKAa3aHUs Ui MPOBEICHUS HHBA3UBHBIX METOJIOB MPEHATAIBHOM IUAarHOCTUKY;

- OLEHHUTh 3aKJIIOYEHHUs Bpauel-CHEIMAIMCTOB IO HCCIEAOBAHUIO  (PYHKIMOHAIBHBIX
MoKa3aresieil OpraHoB JAbIXaHUSA, CEPACYHO-COCYAMCTON CHUCTEMBI, >KETyJOUYHO-KUIIEYHOTO
TpaKTa, IeYeHH, MOYEK U JPYTUX BHYTPEHHUX OPTaHOB;

- MPOBECTU MEAUKO-TEHETUUYECKYIO KOHCYIITAIUIO;

- TOJIb30BAaThCsl KOMITBIOTEPHBIMU JUArHOCTUYECKHMMH TPOTrPaMMaMU; MEXIyHAPOIHBIMU
0a3aMu JTaHHBIX B chepe reHeTUKH U OMOMH(OPMATHKH;

- OOBACHUTH KOHCYIbTHPYIOIIUMCS B JOCTYIHOU (opMe cojliep:KaHue MEAUKO-TeHETHIYECKOTO
MIPOTHO3a B CEMbE;

- 0hOpMUTH HEOOXOAUMYIO MEIULIUHCKYIO JJOKYMEHTAIHUIO.

Ilo oxoHYaHNM Oﬁy‘lel-ll/lﬂ BPaY-réeHCTUK TOJIKEH BJAACTh HABbIKAMM:

- KIuHUYecKoi muddepeHnnaIbHOi JUarHOCTUKY HACIEeICTBEHHOM MaTOJIOTHH;

- pacyeTa reHeTHYECKOTO PUCKa;

- OIEHKM  pe3ylbTaToOB  JAOOPATOPHBIX U  CHEIHUAIBHBIX  METOJOB  JTUArHOCTUKHU
(Mopdonoruueckux, OWOXUMHUYECKUX, MOJEKYISIPHO-TEHETHUECKUX, I[UTOTCHETUYECKUX,
MMMYHOJIOTHYECKHX, HHCTPYMEHTAIbHBIX);

- HUCIOJIb30BaHUS KIWHUKO-TEHEATOTMYEeCKMM MeToaa (coOpaTh CceMeHHBI aHamHes,
rpaduuecku n300pa3uTh U MPOAHATU3UPOBATH POJIOCIOBHYIO);

- MHTEpIpEeTalUU PE3YIbTaTOB MOJIEKYJISIPHO-T€HETUYECKUX TECTOB;



- CTaTUCTHYECKOW 00pabOTKH OMOMETUIIMHCKON HH(OPMAITHH.
I1l. TPEBOBAHUSA K ATOTOBOM ATTECTAIIUA

1. MHroroBas arrectanmus NO JONOJIHHUTEIBHOW MPO(GECCHOHATBHON MpOrpaMMe IOBBIIICHHUS
KBaJTM(HUKAIIMKA Bpavyeldl TMPOJOJDKUTENBHOCTRIO 36 aKaJeMHYeCKMX YacoB IO CIIEHUAIBHOCTH
«TCHETUKa» MPOBOAMUTCS B (hopMe 3adera M JIOJDKHA BBISBIATH TEOPETUYECKYIO M TPAKTHYECKYIO
MOJATOTOBKY Bpada B COOTBETCTBHM C TPEOOBAHUSMHU KBATHU(PHUKAIMOHHBIX XapaKTEPHCTUK U
npo(hecCHOHATBHBIX CTAHIAPTOB.

2. OOyvaromuiics JAOMycKaeTcss K MTOTOBOW aTTECTAllMH MOCJe W3y4YeHHs Y4eOHBIX MOJIyJeld B
o0beMe, MPeITyCMOTPEHHOM y4YeOHBIM IUIAHOM JIOTIOJIHUTEIBHON MPO(eCCHOHATBFHON MPOrpaMMbl
MOBBIIEHUS KBaIM(PUKAUU Bpadyed MpOJOJDKUTENBHOCThIO 36 akaJeMHuYecKUx dYaca I10
CHEIMAIbHOCTH «T€HETUKa».

3. Jluma, OCBOMBIIHME JOTIOJHUTEIBHYIO MPO(ECCHOHAIBHYI0 TMPOTrpaMMy  ITOBBIIICHHS
KBaIM(UKaMK Bpadeld NpOJODKUTENBHOCThI0 36 aKaJeMHUYEeCKHMX YacoB IO CHELHATIbHOCTU
«TEHETHKa» M YCIELIHO MPOLIEAIINE UTOTOBYIO aTTECTAIIMNIO, MOJyYaloT TOKYMEHT YCTaHOBJIEHHOTO
obOpasia — Y10cToBepeHne 0 TOBBIIIEHNN KBATH(UKAIIUN.

IV. PABOUHE ITPOTPAMMBI YYEBHBIX MOJIYJIEH

PA3JEJI 1
OBILME IMTPEJICTABJIEHUSI Ob OCHOBAX COBPEMEHHOM 'EHETUKU

Kon HanmMmeHoBaHMS TEM, 371€MEHTOB U MOIDJIEMEHTOB

1.1 MeunuHcKas M KIMHUYECKas TeéHeTHKa. XPOMOCOMHAs TEOPHsl HACIICICTBEHHOCTH

1.2 | Ctpykrypa u pyakuun JJHK. OcHOBHBIE HHPOPMAITMOHHBIE POIECCHI

1.3 | Crpykrypa reHoma u anureHoma yenoBeka. [Ipoekt «['eHoM yenoBeka» U ero 3Ha4eHHe st
MEUIHHBI.

PA3JIEJI 2
MVYTALIMA 1 BOJIE3HU YEJIOBEKA

KOI[ HanmenoBanus TEM, JIEMCHTOB U IIOADJICMCHTOB

2.1 Ponb renerndueckux (baKTopOB B OTHUOJIOTHH U IMATOI'CHE3C Pa3JINIHbIX 0oJie3Hel YeoBeKa

2.2 | HacnencrBeHHble, MHOTO(aKTOPHBIC U TPUOOPETCHHBIC 3a001€BaHUS

2.3 | Tunsl 1 HOMEHKJIATypa MyTaluil. B3anMoOTHOIIEHUS MEX Ty MYTallsIMU 1 O0JIE3HSIMU

PA3/IET 3
XPOMOCOMHBIE 1 MOHOT EHHBIE BOJIE3HU. TUIIbI HACJIEJIOBAHUSI.
MPEJUKTUBHA ST MEAULIMHA

KOI[ HaumenoBanus TEM, JICMCHTOB H IIOAJJICMCHTOB

3.1 Yucnossie U CTPYKTYPHBIC HAPYIICHUA XPOMOCOM. OcCHOBHEBIE XPpOMOCOMHBIC CMHIPOMBI

3.2 MosorenHsle 001e3HU. TUnbl HACIEAOBAHUS

3.3 HpeHaTanLHas[ AUAarHOCTUKA HACJICACTBCHHBIX U BPOXKICHHBIX 3360HeBaHHfI, WHBa3HWBHas,
HCHUHBA3WBHAA, IPCUMIIJIAHTAIHUOHHAs

3.4 Hpe,[[I/IKTI/IBHaH MCIUIIMHA. AHann3 TeHeTHYSCKUX accouuanui. I'eneTnueckue (l)aKTOpBI pucka
CCPACYHO-COCYAUCTBIX U aYyTOUMMYHHBIX 3a00JIeBaHUH

3.5 [lepconanu3upoBaHHas MEIUIIMHA

PABJIENI 4
METO/IbI MEJIMIIMHCKOI TEHETUKNA

KO,Z[ HanmenoBanus TEM, 3JICMCHTOB U MOJADJICMCHTOB

4.1 I'eneanoruyueckuii aHalIM3 U MEAUKO-T€HETUUECKOE KOHCYJIbTUPOBAHUC




Kon HaunmenoBaHUs TeM, 371€MEHTOB U MTOIRJICMEHTOB

4.2 | JlnarHOCTHKA XpOMOCOMHBIX 0OJIe3HEH

4.3 | Metoipl OMOXMMHUYECKOH reHeTUKH. [IporpaMMbl CKpUHUHTA Cpei OEpPEMEHHBIX U
HOBOPOKJICHHBIX

4.4 [TI{P kakx OCHOBHOI METOJ MOJIEKYJISIPHON AUArHOCTUKH. METOIbl TMarHOCTUKU MyTalui

4.5 MeTopl «CEKBEHHUPOBaHKS HOBOTO MOKOJIEHU». JK30MHOE CEKBeHHpoBaHue. Poccuiickue
LenTpsl MosniekynsspHOW THATHOCTUKHU. /[[MarHOCTUYECKUE MTaHENH 11 XPOMOCOMHBIX,
MOHOTEHHBIX U MHOTO()aKTOPHBIX 3a00JICBaHUIA

PA3JIEN 5
HACJIEJICTBEHHBIE JICII, OBYCJIOBJIEHHBIE MYTALIMSIMUA B TEHAX BEJIKOB
BHEKJIETOYHOI'O MATPUKCA

Kon HanmeHnoBaHMS TeEM, 371€MEHTOB U MOIPJIEMEHTOB

5.1 | PazHooOpa3zue M CTpPyKTypa KOJJIAar€HOBBIX O€JIIKOB W TEHOB ayb(a-1ienel KoJIJareHoB.
HacnencrBennsie kosmarenonaruu. Komaren | tuma. HecoBepiiennsiii octeorenes. Komnaren
Il tuna. Kiumundeckuii nonumopdusm «xosutareHonatuu |l tuma». Xowapoaucmiiasuw,
00yCITOBIIEHHBIE MYTAIIUSIMU B T€HAX MHHOPHBIX XPAIIEBBIX KOJUIATCHOB

5.2 | Komraren Ill tuma. ['eHeTH4eckasi reTepOreHHOCTh M KIMHHYSCKUAN MTOJIMMOP(H3M CHHIpOMa
Onepca-Jlanno. « ApTepuanbHbIN) THIT 3a00JICBAHUS

5.3 | Kommaren |Y tuma.Cunapom Amnenopra. KimHWYecKHe IOCIEACTBUS MyTalliii B TeHAX
koiutarenoB VI tuma, VI, XVII u VI, XVIII tunos

5.4 | Cungpom Mapdana. Hacnencrsennsle ¢uOpmivHonatuu. MyTanuu B reHax 53JacTHMHA U
¢ubymunoB Pa3HooOpasue, CTpykTypa W (YHKIHH TPOTEOTIMKAHOB. MyTanmu B TEHax
MIPOTEOTJTMKAHOB

PA3JIEJI 6
HACJIEACTBEHHBIE JICII, ObYCJIOBJIEHHBIE MYTALIMAMU B 'EHAX BEJIKOB-
PEI'YJIITOPOB MOP®OI'EHE3A COEAUMHUTEJIbHOM TKAHU

KOI[ HanmenoBanus TEM, JJIEMEHTOB U ITOJA3JICMCHTOB

6.1 | Ponp Tpanchopmupyromiero gakropa pocta U CUTHAIBHBIX ITyTeH, orocpeayembix TgiP, B
naToresese «MaphaHonogo0oHbIX» cuHIpoMoB. Cunapom Jlyuca-lutna

6.2 | HacnenctBeHHble CMHOCTO3bI. PasHOOOpasue u cTpykTypa ¢udpobiaacTHBIX (HaKTOpOB pocTa
u ux penentopoB. Kimmanyeckuii moaumopdusm 3adoeBaHuil, 00yCIOBICHHBIX MyTaIlUsIMU B
renax FGFR1, FGFR2 wu FGFR3. MaxopHbie wMyTanuu B T€HaX peELENnTOpOB
bubpodaactueix haxkropos pocra (P252A, N540K, K650N, Q, M, R248C)

6.3 | ['umoxonaporuiasus, axoHIpoIIa3us, TaHarodopMHas auciiasus. ['enetnueckas
reTepOreHHOCTh HACIeICTBEHHBIX KpaHHocuHOCT030B. Cunapomsl Kpysona, [1daiiddepa,
Anepa

6.4 | JlJabopaTopHasi TMarHOCTHKA HACICICTBECHHBIX KPAHHOCHHOCTO30B Ha IPUMEPE CHHIPOMOB
Kpy3ona, [1daiipdepa, Anepa

V. VUEBHBIN IIJIAH

He.]]b: CUCTEMATHU3alIuA H yTJIY6JIeHI/Ie HpO(l)eCCI/IOHaJ'IBHBIX 3HaHHfI, yMeHHﬁ, HaBBIKOB, OCBOCHHC
HOBBIX 3HaHHfI, MCTO/JHK, O6€CHC‘II/IBaIOIJ_[I/IX COBCPUHICHCTBOBAHUC HpO(l)eCCI/IOHaHBHBIX
KOMIIETSHITUM I10 BOIIpOCaM HacCJIeICTBEHHON OHKOJOTMYECKOM IMaTOJIOTHH.

Kareropus oOy4aronuxcsi: Bpauu-reHeTUKH, Bpauu-TeauaTphbl
TpynoemkocTs 00yueHus: 36 akaJJeMUYECKHX 4acOB

®opma oOydeHus: ouHast

PexxuM 3aHsATHIA: 6 akaJleMUYECKHX YacoB B JICHb
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HaumenoBanne pa3acioB JUCHUIUIMH U TEM
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1. |O0ume mpencTaBJieHHsI 00 OCHOBAX COBPEMEHHOM 6 3 3 Texyuuii
reHeTHKHU KOHTPOJIb
(TecThl)
11 MenuuuHCKas M KIIMHUYECKast TeHETHKA. 15
XpoMOCOMHasl TEOpHs HACJIEeICTBEHHOCTH
1.2 Crpykrypa u pyakuuu JJHK. OcHoBHBIE 15
MH(OpPMAaILIMOHHBIE TIPOLECCHI
13 CrpykTypa reHOMa U 3MUreHoMa yenoBeka. [Ipoekr 3
«['eHoM uenoBeKa» M €ro 3Ha4YCHHE JUIsl MEUILIUHBI
2.  MyTauuu u 60/1e3HH YeJI0BeKa 4 4 Texyuuii
KOHTPOJIb
(TecTnl)
2.1 Poinb reHeTryeckux (pakToOpoB B ATHONOTUH U 1
NaTOreHe3€e Pa3InuHbIX OOJIe3HEH uesloBeka
2.2 Hacnencteennsie, MHOrO(GaKTOPHBIC U 1
npUOOpETEHHBIE 3a00JICBaHHS
2.3 Tunel 1 HOMeHKIaTypa MyTauui. BzaumooTHomeHNs 2
MEXy MyTallUsIMU U OOJIC3HAMH
3. XpoMocoMHbIe 1 MOHOTeHHbIe 00/1e3HU. Tunbl 3 3 Texkymui
HacJieoBaHus. IlpeMKTHBHAA MeIUIHHA KOHTPOJIb
(TecThl)
3.1 UucnoBsle U CTPYKTYpPHBIE HAPYIIEHHSI XPOMOCOM. 1
OcHOBHBIE XPOMOCOMHBIE CHHJIPOMBbI
3.2 MoHoreHnbie 6ose3Hu. TUIbI HacleIOBaHHs 1
3.3 [IpeHaranpHas AMATHOCTUKA HACIECTBEHHBIX U 15
BPOJKICHHBIX 3a00JIeBaHUH, HHBA3UBHA,
HEHHBa3UBHAs, PEUMILIAHTAIIMOHHAS
3.4 [IpenukTHBHAS MeAUIIMHA. AHATN3 TEHETUIECKUX 1.5
accouunanuii. ['eHeTnyeckue GpakTopbl pucka
CEepJIEUHO-COCYIUCTBIX U ayTOMMMYHHBIX
3aboneBaHui
3.5 [lepconann3upoBaHHasi MEIUIIMHA 1
4, MeToabl MeAUIIMHCKOH Tr€eHETHKH 3 3 Tekymuii
KOHTPOJIb
(TecThl)
4.1 ['eHeamornueckuii aHaIN3 ¥ MEAUKO-TEHETHUECKOE 1
KOHCYJIbTUPOBAHHUE
4.2 JlMarHocTrka XpoOMOCOMHBIX 00JIe3HEeH 1
4.3 Mertopabl OHOXUMHUYIECKOH TeHeTUKH. [IporpaMmer 1
CKpHHHMHTA cpey OEpEMEHHBIX U HOBOPOXKIEHHBIX
4.4 [P xak OCHOBHO¥ METOA MOJIEKYIISIPHOM 15
JMarHOCTHKU. MeTo/ibl TMarHOCTUKY MyTaluui
4.5 Metonbl «CeKBEHHIPOBAaHUS HOBOT'O TIOKOJICHIIST. 1.5
DK30MHOE CEKBEHHUPOBaHHE.
Poccuiickue LlenTpel MonekynsipHOi TUarHOCTHKY.
JmarHocTrieckue maHenu Uil XpOMOCOMHBIX,
MOHOT'€HHBIX 1 MHOTO()aKTOPHBIX 3a001eBaHIN
5. HacaeacrBennnie [ICII, 00yc/ioBiIeHHbIE 6 Tekyumuii
MYTalMsIMH B TeHaX 0eJIKOB BHEKJIETOYHOI 0 KOHTPOJIb
MaTpPHKCa (TecThl)
5.1 Pa3zHooOpa3sue u cTpyKTypa KOJIUTareHOBBIX OEJIKOB 1 15

T'CHOB anmba-uer{eﬁ KOJLJIAar€HOB. HaCJ'Ie,Z[CTBeHHBIG
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HaumenoBanne pa3acioB JUCHUIUIMH U TEM

Bcero gyacos

B ToM uncie

®dopma
KOHTPOJIA

Jlexun

CTX
113
HUrorosasa

aTTecTanus

koyutarenomnaruu. Komnaren | tuma. HecoeprieHHBIH
ocreorenes. Kommaren |l Tuma. Knmuamaeckuii
romuMophu3M «kosutareHonarui |1 tamay.
XOHIpOAUCIIIa3UH, 00YCIIOBIIEHHBIE MYTalUsIMH B
TeHAX MUHOPHBIX XPSIIEBBIX KOJUIATCHOB

5.2

Komnaren Il Tumna. 'eHeTnyeckas rereporeHHOCTh U
KIMHUYECKUH moauMopdu3M CHHApoMa Diepca-
Hanno. Knaccuueckuii n «apTepuaibHbID THIT
3a00eBaHUsA

15

5.3

Komnaren 1Y tuna. Cunapom Anbriopra.
Knunudeckue nmocneacTBust MyTalui B reHax

komwtarenoB VI tuma, VI, XVII u VI, XVIII tunos

15

5.4

Cunapom Mapdana. HaciencteeHHbIe
¢ubpunmHonaTuu. MyTalyuy B reHax 3J1acTHHA U
¢udynHoB PazHooOpasue, CTpyKTypa U QyHKIUH
MPOTCOTJIMKAHOB. MyTaLII/II/I B I'CHaXx IMPOTCOITIMKaHOB

15

Hacaencreennsle JICII, o0ycioBieHHbIe
MYTanHsIMH B TeHAaX 0€JIKOB-PeryJsiTopos
MopdoreHe3a coeJMHUTEIbHONH TKAHU

Texymmii
KOHTPOJIb
(TecTnl)

6.1

Ponb Tpanchopmupyromero gakropa pocra u
CUTHAJIBHBIX MyTeH, onocpenyembix TgfP, B
naroreHese «MaphaHono00HbIX» CHHIPOMOB.
Cungpowm Jlynca-lutua

15

6.2

HacnenctBennsie cunocTo3sl. PazHooOpasue u
CTpYyKTypa puOpoOdIacTHBIX PaKTOPOB pocTa U UX
peuentopoB. Knuanueckuidt nonuMoppusm
3a00s1eBaHui, 00YCIOBICHHBIX MYTALUSMH B T'€HAX
FGFR1, FGFR2 u FGFR3. MaxopHsie MyTaIliu B
reHax penenTopoB GpuOpodIacTHHIX (akTOpoB pocTa
(P252A, N540K, K650N, Q, M, R248C)

15

6.3

I'mmoxoHapoIuIasus, aXOHAPOILIA3HUS,
taHaTohOopMHas AucIasud. [ eHetnaeckas
TeTepOreHHOCTh HacIeCTBEHHBIX
KpaHHOCHHOCTO030B. CuHapombl Kpy3oHa,
[¢atidhdepa, Anepa

6.4

JlaGopaTopHasi AMArHOCTHKA HACTIEACTBEHHBIX
KPaHHOCHHOCTO30B Ha NIPUMeEPE CHHIPOMOB
Kpysona, [Ipatidhdepa, Anepa

Hrorosasi arrecranus

3a4yerT

Bcero

36

19

TemaTtnka JeKIIMOHHBIX 3aHITHIH:

VI. OPTAHU3AIUNOHHO-ITIEJAT'OTHYECKHUE YCJIOBHUSA PEAJIM3ALIUA
IMPOI'PAMMBbI

Ne Tema nexkuun Conepxanne | dopmupyemsble
JEKIUU KOMIETEHINH

1. CrpykTypa reHoMa 1 3nureHoMa yesnoseka. [Ipoexr 1.3 [1K-1, T1K-5,
«'eHOM uenoBeKay M ero 3Ha4eHue JJIs1 MEJUIIUHBI I1K-10, [1CK-1,
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Ne Tema nexuuu Conepxanune | PopMmupyembie
JCKIUU KOMITCTEHIINH
I1CK-3
2. [IpenaTanpHast IMarHOCTHUKA HACJIEICTBEHHBIX U 3.3 IIK5, TICK-1,
BpPOXKICHHBIX 3a00JICBaHUI, HTHBA3UBHAs, HCUHBA3UBHAs, IICK-3, IICK-5
MIPEUMILIAHTAI[MOHHAS
3. [IpeaukTruBHasS MeaUIIMHA. AHAIN3 TEHETHYECKUX 3.4 I1CK-1, TICK-3
accoranuii. ['eHeTndeckne GakTopsl pUcKa CepAeIHO-
COCY/IMCTBHIX M ayTOMMMYHHBIX 3a00JICBaHUI
4. [IIIP xak OCHOBHOM METOJ MOJIEKYJIIPHON JUArHOCTUKH. 4.4 [1CK-1, IICK-3,
MeTo1bl TMarHOCTUKHU MyTaIui IICK-5, TICK-6,
I1CK-7
5. MeTo1bl «CEKBEHUPOBAHUS HOBOTO TTOKOJIEHUSI. 4.5 I1K-1, IIK-5,
Dk30MHOE cekBeHupoBaHue. Poccuiickue LleHTpbl [1CK-1, IICK-3,
MonexkynsaspHON JUAarHOCTUKH. /[narHocThyeckue naHenn [1CK-5, TICK-9
JUTSE XPOMOCOMHBIX, MOHOTEHHBIX ¥ MHOTO()aKTOPHBIX
3a00JIeBaHUM
6. Pa3HooOpa3ue u cTpykTypa KOJJIar€HOBBIX OEIKOB M F'€HOB 5.1 [TK-1, TIK-5,
anbda-tenen KOJUIar€HOB. Hacnencrsenusie [ICK-1, TICK-3,
kojutareHonatuu. Kommaren | Ttuna. HecoBepiieHHBII [1CK-5, TICK-9
ocreorene3.  Kommaren Il Ttunma.  Knuauueckuit
nosimMoppusm «KOJUJTar€HOIIATHH I THTID.
XOHIPOAUCIUIA3UH, OOYCIOBICHHBIE MYTAIlUsIMH B TeHaX
MUHOPHBIX XPSIIEBBIX KOJJIAT€HOB
7. Komnaren |l Tuma. I'eneTnyeckas reTreporeHHOCTh U 5.2 I1K-1, ITIK-5,
KIIMHAYECKUI omMopdu3M cuHapoma Diepca-Jlanmo. [1CK-1, TICK-3,
Krnaccnuecknii n «apTepuanbHbIN) THIT 3a00JIE€BaHUS I1CK-5, TICK-9
8. Komnaren 1Y tuna. Cungpom Anbnopra. Knunudeckue 5.3 I1K-1, ITIK-5,
MOCJIEACTBUSL MyTaluii B reHax kosutareHoB VI tuma, VII, I[ICK-1, IICK-3,
XVII u VI, XVII tunos IICK-5, TICK-9
9. Cunnpom Mapdana. HacnencrBeHHsie (GUOPHIMHOIIATHH. 5.4 ITK-1, TTK-5,
Myrtanuu B reHax anactuHa u ¢uOynmumHoB PasHooOpasue, I1CK-1, TICK-3,
CTPYKTYpa U GYHKIIMU TIPOTEOTIMKaHOB. MyTanuu B reHax I1CK-5, TICK-9
MIPOTEOTITNKAHOB
10. | Posp Tpanchopmupyromiero gakropa pocra u 6.1 ITK-1, TTK-5,
CHTHAJIBHBIX MyTeH, onocpeayemeix TGFbeta, B IICK-1, IICK-3,
naroreHese «MapghaHoIo100HbIX» CHHAPOMOB. CHHAPOM [1CK-5, TICK-9
Jlynca-/lutna
11. | HacneactBenHsle cuHOCTO3bI. PazHooOpa3ue u cTpykTypa 6.2 ITK-1, TTK-5,
¢ubpoOmacTHbIX (GAKTOPOB POCTA U UX PELIEITOPOB. [1CK-1, TIICK-3,
Knunnueckuii noaumopdusm 3a0osieBaHui, [1CK-5, TICK-9
oOycnoBneHHbsix MyTanusamu B renax FGFR1, FGFR2 u
FGFR3. MaxopHble MyTalluu B T€HAaX PEeLEnTOPOB
¢ubpobaacTHeIx pakropoB pocra (P252A, N540K,
K650N, Q, M, R248C)
12. | TunoxoHaporuasus, axoHIpoIia3us, TaHaTo(hopMHast 6.3 [1K-1, T1K-5,
auciiasud. ['enetndeckas rereporeHHOCThb I1CK-1, I1CK-3,
HACJIEICTBEHHBIX KPAHUOCUHOCTO030B. CHHIPOMBI [1CK-5, TICK-9

Kpysona, Ildaiipdepa, Anepa
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TeMarnka NIpPaKTUYECKUX 3aHATHMN:

Ne TeMma IIpakTUYeCKOro 3aHATUS Conepxan | dopmupyembie
ue KOMITETEHITHH
MPAKTHYEC
KOTO
3aHSTHS
1. | MenuuMHCKas U KIMHUYECKAsi TeHETHKA. XPOMOCOMHAs 1.1 IICK-1, TIICK-3
TEOPHSI HACJICICTBEHHOCTH
2. | Crpykrypa u ¢pyakuun JJHK. OcHOBHBIE HHPOPMAITMOHHBIE 1.2 ITK-1, TIK-5,
IIPOLIECCHI I1K-10, TICK-9
3. | Ponb reHeTHYeCKHX (PAKTOPOB B ATHOJIOTUH U MATOTCHE3E 2.1 [1CK-1, IICK-3
pa3auyYHbIX 00JIe3HEN YeIoBeKa
4. | HacnenctBeHHble, MHOTO(AaKTOPHBIE U TPUOOPETEHHBIE 2.2 [1CK-1, IICK-3
3a00JieBaHUs
5. | Tumbl u HOMeHKIaTypa MyTaluil. B3auMoOTHOIIEHNS MEXAY 2.3 ITK-1, TICK-5,
MYTaIUsIMHA B 00JIC3HIMHU TICK-9
6. | UucrmoBsie U CTPYKTYpHBIC HApYIICHUS XpoMocoM. OCHOBHBIC 3.1 [1CK-1, TICK-3
XPOMOCOMHBIEC CHHAPOMBI
7. | Monoreunusie 601e3H:. THIBI HACIETOBAHUS 3.2 I[ICK-1, TIICK-3
8. | IlepcoHanm3mpoBaHHAs METUIIHA 3.5 [TK-1, TICK-5,
I1CK-9
9. | I'eHeanornyeckuii aHaJaIn3 U MEIUKO-TEHETUYECKOE 4.1 [1K-1, IICK-5,
KOHCYJIbTUPOBaHHUE I1CK-9
10. | InarHocTrka XpOMOCOMHBIX 00JIe3HEeH 4.2 I1K-1, ITIK-5,
[1CK-1, TICK-3,
I1CK-5, TICK-9
11. | Meroasl OMOXUMHYECKOW reHeTHKH. [IporpaMmbl CKpUHUHTA 4.3 ITK-1, TTK-5,
cpenu OepeMEHHBIX U HOBOPOXKICHHBIX I[ICK-1, IICK-3,
I1CK-5, TICK-9
CraxxupoBka
No Tema Conepxan | DopMmupyembie
ue KOMITETEHIINH
1. | JJaGoparopHas AMarHOCTUKA HACIEACTBEHHBIX 6.5 [IK-5, [ICK-1,
KpaHHOCHMHOCTO30B Ha nmpumepe cuHapoMoB Kpy3oHa, [CK-3

[1daitbdepa, Anepa

Vil. YYHEBHO-METOJUYECKOE U TH®OPMAIIMOHHOE OBECIIEYEHUE

ITeyaTHbIE HCTOYHHMKH JUTEPATYPHI:

1. boukoB H.IL., Ily3sipeB B.II. Cmupuuxuna C.A. Knunuueckas reHeTuka. YueOHuk. // M.:
I'SOTAP-Menua. — 2015. - 592 c.
2. Baxapnosckuit B.I'., bapanos B.C. HacnenctBennsie 60se3nu u gopoaoBas auarnocruka. — CII6:
3nanmne. UBOCDOII. 2003, 48 c.: ni.
3. Baxapnosckuii B.I'., Pomanenko O.Il., l'op6ynoBa B.H. I'enetuka B mpaktuke nenuarpa. CIIO6:
H3-Bo «Denukcy, 2009, 288 c.: ui.
4. 'matep E.K. Menununckas reuetuka: Yueobnuk. — M.: Meaununa. — 2003. — 448 c.: uin.
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5. TopbynoBa B.H. Monekynsipapie OCHOBBI MenunuHcKor reHetuku. — CII6: «MHTepmenukay,
1999. — 209 c.: n.

6. I'opOynoBa B.H. MonekynsipHas reHeTMka — MyTh K HHIUBUAYAIbHON IMEPCOHATM3UPOBAHHON
meauuune // [leguatp. 2013. - T. 4. - Ne 1. - C. 115-121.

7. Topoynoa B.H., Crpekanos [I.JI., Cycniuupbia E.H., UmsautoB E.H. Knuanueckass reHeTHka.
Vuebnuk. CI16: U3n-so ®ommant, 2015. - 396 c: ni.

8. l'opbynoBa B.H. HacnencTBeHHbIE 00JI€3HU: TEHETHUECKHE OCHOBBI BepTeOpaabHON marojorun. B
KH.: Ymepux B.D., Mymkua A.JO., I'yourn A.B. BepreOpanbHas mnatoiorus B CHHApPOMax//
Hosocubupck: Koctrokora, 2016. — C. 175-194.

9. Kagypuna T.U., I'opbynoBa B.H. [lucnnasus coemunuTenbHOM Tkanu. PykoBoncTBO ist
Bpaueii. — CI16: 316u-CI16, 2009. — 704 c.: u.

10. KozmoBa C.U., JlemukoBa H.C., CemanoBa E., bomanukoBa O.E. HacneacTtBernnsie
CUHJPOMBI U MEJMKO-TEHETUUECKOE KOHCYIbTHpOoBaHue. — M. 1996. — 416 c.: ui.

IMporpammHoe obecneyeHue:

<@ Onepannonnsie cucremsl: Windows 7, Windows 8, Windows Server 2012
B@)  Oducnrie nakersr MS Office 2003, MS Office 2007, MS Office 2010
El«@ Tekcrossiit pegakrop Word

gl<@ Awnrtusupycuoe I10: antusupyc Dr. Web

Ba3nl JAHHbIX, I/[Hq)OpMaIII/IOHHO'CHpaBO‘lHI)Ie CUCTEMBI.

1. Poccuiickoe obpazoBanue http//www.edu.ru (caiit mpeacraBisieT co00i CUCTEMY MHTEPHET-
nopTayioB cepsl 00pa3oBaHMs, BKIOYas ¢eaepalibHble 00pa3oBaTeIbHBIE MOPTAILI 10 YPOBHSIM
o0pa3oBaHUsi W TIPEAMETHBIM O0OJACTSAM, CICIUATU3NPOBAHHBIE MMOPTAIBL. 3aKOHOIATEIbCTBO.
I'moccapwit).

2. Menununa http//www.medicina.ru (caiiT mpencrasisieT co00i CHCTEMY WHTEPHET-TIOPTAJIOB
cdepsl MEUIIMHBI, BKITIOYas (eiepaibHbIe MOPTAIBI 110 pa3esiaM METUIMHBL, CTICIIHaTH3HPOBAHHBIC
MopTaIbl. 3aKOHOJATENBCTBO. [ JToccapwii).

Vill. MATEPUAJIBHO-TEXHUYECKOE OBECIIEYHEHUE

1. CII6, yn. Anekcanapa MarpocoBa, a1.22, K/, aymutopun kadeapbl oOmeld U MOJCKYIIPHOIN
MEIUIIMHCKON FeHEeTUKHI

2. CII6, moc. Ilecounsiit, yn. Jlenunrpaackas, n. 68, HMUIL[ onkonormun um. H.H. Ilerposa,
nabopatopusi MOJIEKYISIPHON OHKOJIOTUU

IX. OHEHOYHBIE CPEJICTBA

TeKYH_[Hﬁ KOHTPOJIb YCIICBACMOCTHU oOecreynuBaeT OLOCHHMBAHHUEC XO0Ja OCBOCHHA Moz[yneﬁ, n
IIPpOBOAUTCA B (l)opMe TECTOBOT'O KOHTPOJIA.

Hroropas aTTeCTaluAa 06yqa}oumxc;1 o pe3yiibTaTamM OCBOCHUA JIOIIOJTHUTEIbHOU
HpO(l)eCCHOHaHLHOﬁ MporpaMmsbl IOBBIIIICHUA KBaJ'II/I(l)I/IKaI_II/II/I Bpaqeﬁ o CIICHHUAJIbHOCTH «KT'CHCTHUKA»
MIpOBOAUTCA B (bopMe 3a49€Ta U JOJDKHA BBIABJIATHL TCOPCTUUCCKYHO U MPAKTUYCCKYHO IMOATOTOBKY
Bpada B COOTBCTCTBUH C Tpe60BaHI/I$IMI/I KBaJ'II/I(I)I/IKaI_II/IOHHLIX XapaKTCPUCTUK U HpO(l)eCCI/IOHaJ'IBHBIX
CTaHAapTOB.

IIpuMmepHas TeMaTHKa KOHTPOJbHBIX BOIIPOCOB:

1. Yto o3HauaeT «OTKPBITHEC re"ax»? HpOCKT «I'eHOM YelloBeKa» U €ro 3HaueHHue I MEIUIIHEI
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2. Metonbl MoneKysipHOi auarHoctuku MmyTtauuid. [1I[P. Dx30mMHOEe cexkBeHnpoBaHue

3. CrpykTypa ¥ TpOLECCHHI KOJUIareHoB. Pa3HooOpasue reHOB anbda-neneil KoJUIareHoB.
HacnencTBeHHbIE KOJUTareHOIATUN

4. HecoBepuieHHbI ocTeoreHe3. Kimuudeckuii momumopdusm 3a00ieBaHUM, OOYCIOBICHHBIX
MYTalMsIMH B T€HE MaKOPHOTO XpsimeBoro koyareHa |l tumna. Xonapoancmiazuu, 00ycaoBIeHHbIE
MYTalUSIMH B T€HAX MUHOPHBIX XPSIIEBBIX KOJUTATCHOB

5. Hacnencreennsle pubpmmmmHonaTiun. Cuaapom Mapdana. Pob Tparnchopmupyromiero (akropa
pocta M CHTHaJIbHBIX MyTeH, omocpeayembix TGFbeta, B martorenese «mapdhaHOmom00HBIX)»
CHHJIPOMOB

6. PazHooOpasue u crpykTypa pubpobracTHBIX (GaKTOPOB pOCTa M MX perenTopoB. KnuHudeckuii
nosmmop¢u3M 3aboseBanuii, o0ycioBineHHbIx Mytanusmu B renax FGFR1, FGFR2 u FGFR3.
['eHeTHuecKasi reTepOreHHOCTh HACIIEICTBEHHBIX KPAHUOCHHOCTO30B

321I[21HI/I$[q BBIABJIAOIMNUE MPAKTHYCCKYIO MOATOTOBKY Bpada-TrCHCTHUKA.

3amgaua 1:

K Bpauy-renetuky oOpaTuiach ceMbsi, B KOTOPOH OTEll U J104Yb UMEIOT KIMHUYECKHE MPOSBICHUS
cuaapoma Mapdana. Bo3moxkHa 1M MOJeKyisipHas auarHocThka 3aboseBanus? Kyma HyXHO
HalpaBUTh ATy CEMbI0 W KaKWe TeHbI HEOOXOJAMMO OO0CIIeIOBATh IS TOITBEPIKICHUS JIHArHO3a
HacJeICTBeHHOro cuHapoma Mapdana. KakoBa BeposSTHOCTh POXJIEHUS B ITOH ceMbe OOJIbHOTO
BHYKa U B KaKHX CJIy4asix BO3MOKHA MpeHaTalIbHasl JUarHOCTUKa 3a001eBaHMs?

3amaua 2:

VY KeHIIUHBI 45 JIeT Ha MPOTSHKEHUH TOCISTHUX 3-X JIET HAOJII0AAr0TCsl HEOJHOKPATHBIC TIEPEIOMBI B
00JIaCTH JIOKTEBBIX M TOJICHOCTOITHBIX CYCTaBOB C TMOCIENYIOIICH nedopmManuei mpuiierarommux
KocTeil. BeipakeHHas Tyroyxocth. Jleteii He wumeeT. bbuta omHa OepeMEHHOCTh, KOTOpas
3aKOHYMJIACh MEPTBOPOXKIACHUEM Ha 28 Hepgene. Y miogaa mHoxkecTBeHHbIe BITP. Kakoit nuarnos Bsi
MOXeTe 3armoo3puTh? Kakyro MOJEKyIIpHYIO ITHAarHOCTHUKY HAJO0 TPOBECTH IS MOIATBEPIKICHHS
nar’gosa?

[IpakTUYeckre HABBIKH:

e (COop anamHe3a

e [locTpoeHue u aHAIN3 POJIOCIOBHOM

e OneHka W UHTEpHOpeTalus pe3ylbTaTOB JAaOOPATOPHBIX M  CIEIHAIBHBIX METOJIOB
JIMAarHOCTHKH (Mopdostornveckux, OMOXUMHUYECKHUX, MOJICKYJISIPHO -TeHETHUECKHX,
[IUTOTCHETUYECKUX, UMMYHOT'CHETUYCCKHUX )

e VYMmeHHE OOBSICHUTH KOHCYIBTHPYIOIIMMCS B JOCTYHHOW Qopme coaepx aHue MeEIUKO-
TCHETUYECKOTO MPOrHO3a

e (COop u xpaHeHue OUOJOTHYECKOTO MaTepralia

IIprMephl TeCTOBBIX 3aJaHUM:
1. Meton ITLIP MokeT HCOJIB30BAThCS IS
A) TMarHOCTUKHA XPOMOCOMHBIX HAPYIICHHA
b) MonekynspHoit naeHTU(UKALINN TUIHOCTH
B) nuarHocTuku MyTanuii B reHaX HACJIEICTBEHHBIX O0Je3HEeH
I') mmarnocTuku wHQpEKIUH
J1) muarHocTuku 1eheKTOB BHYTPUYTPOOHOTO Pa3BUTHS TLIIOIA
2. [Ipowusoruia MyTarus B KOJUPYONIEH MOCIEA0BaTEIbHOCTH:
5°-CAG AAT ACCTGATTG ATA GCA-3’,
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MYTaHTHas MOCJIeI0BATEILHOCTh UMEET BUJL!
5’-CAG AAT ACT GAT TGA TAG CAT-3".
Ornpenenure xapakTep MyTalluu:
A) nenenust
b) Honcenc
B) cnBur pamku cunuThIBaHUA
3. OTKpbITHE TE€HA 03HAYACT:
A) ompeiesieHUE €ro JOKaIM3alliy Ha IIMTOTeHETUYECKON KapTe
b) onpenenenue ero nokaau3zanuu Ha KapTe MUKPOCATEIUTMTHBIX HHACKCHBIX MapKEepPOB
B) uzonsaums u knonuposanue kJ[HK
I') xnonuposanue renomusix JJHK, mepexpriBaromumx 001acTh JIOKaIH3aUY TeHA
J1) ceKBeHHpPOBaHKE MOJTHONW HYKICOTHIHON MOCIIEI0BATEILHOCTH I'eHa
4. CKOJIbKO T€HOB B TEHOME 4YeJIoBeKa?
A) CTOJIBKO K€, CKOJIBKO U OEJIKOB
B) 32 000
I') 80 000
) 118 000
5. IlocnenoBarensHOoCTRIO PHK, coneprkaiieit HHTpOHBI, ABISETC:
A) MPHK
b) mpePHK
B) TPHK
I') pPHK
) snepnas rereporenHas PHK
6. [Ipsimast MoJeKy i pHas TUArHOCTUKA MyTalluii B TeHE BO3MOXKHA:
A) niis m00bIX MOHOTEHHBIX 3a00JIeBaHUI
B) 1715 TeHOB ¢ M3BECTHOM ITUTOTEHETUYECKOM JIOKaTU3aIuen
B) i ki1OHMpPOBAaHHBIX T'€HOB
I') 175t TeHOB ¢ U3BECTHOM HYKJICOTHIHOM TOCIEI0BATEIIBHOCTHIO
7. MosxHO 11, 3Has IOCJe10BaTEIbHOCTh AMUHOKHUCIIOT B KOAUPYEMOM O€IKe OJJHO3HAYHO BHIITUCATD
MIOCJIEI0BATEIBHOCTh HYKIIEOTUIOB B:
A) reHe
b) sx30Hax
B) k/IHK
I') npePHK
1) MPHK
8. ®enotunuueckuii 3¢p(HeKT MUCCEHC-MYTAIlUU 3aBUCHUT OT:
A) BHYTPUT€HHOM JIOKaIH3aI[u1
b) usmenenus 3apsija aMUHOKUCIIOTHI
B) dbyHkum roMeHa, BKIIOYAOIIEro aMUHOKUCIIOTHYIO 3aMEHY
I') pasmepa kogupyemoro Oenka
J1) ckopoCTH TpaHCKPUTIIHH
9. KakoBa cymmapHas nonyJsiHUOHHAs YaCTOTa HACIEACTBEHHBIX KOJIJIareHonaTui?
A) 30%
b) 10%
B) menee 1%
I') 5%
10. Kakoe konn4ecTBO HO30JIOTUUYECKUX (DOPM BXOJAUT B TPYIIITY HACIEICTBEHHBIX KOJITAr€HOMATH?
A) 70
b)5
B) 150
)10
11. Cunnpom Mapdana Hacnexyercs mo
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A) ayTOCOMHO-pELIECCUBHOMY THITY

b) ayrocoMHO-TOMUHAHTHOMY THUITY

B) X-cuemnenHomy tumy

I') MuUTOXOHAPUAIEHOMY THITY
12. SIBnsercs i cunapom Mapdana

A) HacneICTBEHHOM KoJlIareHonaTuen

b) HacnencTBEeHHOM MPOTEOrIMKAaHOIATHEN

B) nacnencrsenHoit pubOpumHonaTHei

I') HacnencTBeHHOM TaMUHUHOTIATUEH
13. ¥V XeHIIMHBI U30JMPOBAHHAS IKTOMUS XpycTaaruka. MOXHO JId 3amo103puTh CUHAPOM Map dana,
Y KaKHe pe3yabTaThl MOJICKYJISIPHOTO TECTHPOBAHHMS ITOATBEPKIAFOT STOT JUATHO3?

A) naiinena myranus B rene COL3A1

b) naiinena myrarus B rene FBN2

B) naiinena myramnus B reae COL18A1

I') naitnena myramus B rene FBN1
14. YV namuenTa KJIacCUYeCKUe MPOsIBICHUS CHHApoMa Diepca-Jlanno. MomnekynspHoe
TECTUPOBAHNE KaKHX TEHOB HY)KHO ITPOBECTH, YTOOBI MOATBEPIUTH HACIICICTBEHHBIN XapaKTep
3a00JieBaHUA

A) COL5A1

b) FBN2

B) COL5A2

I') FBN1

J1) COL5A3
15. SABnsiercst mu OyIn€3HBINA SMTUAECPMOJIN3 HACIICICTBEHHON KoJutareHonatuei? Kakue pe3ynbprarsl
MOJIEKYJISIPHOTO TECTUPOBAHMSI MOATBEPKAAIOT ITO MPENOJIOKEHNE?

A) naiinena myrtanus B reie LAMB3

b) naitnena myramus B rene COL7AL

B) naiinena myrarus B reae COL17A1

I') naitnena myramus B rene LAMAS3
16. YV manuenTa aHeBpr3Ma a0pThl U U3BUTOCTh apTEPUN COUETACTCS ¢ «Map(aHOnoa0OHBIMUY)
CKEJIETHBIMU Je(popMalusIMU U YeperHO-TUIEeBRIMU aHOManusaMu. [Ipennonaraemplii 1uaraos

A) cunapom Mapdana

b) Cunnpom bunca

B) Cunapoma Jlynca-/lutia

I') Cungpom KamypaTu-OHrensManHa
17. Kakue pe3ynbTaThl MOJEKYISIPHOTO TECTUPOBAHUS MOATBEPXKIAIOT AMarHo3 cunapoma Jlyuca-
Jutia)

A) Haiinena myramus B rene FBN2

b) naiinena myranus B rene 7GFB1

B) naiinena myranus B rene TGFB2

I') naiinena myranus B rene 7TGFBR1

) naiinena myrauus B rene 7TGFBR?2
18. TlocnenctBuem mytaruii B renax FGFR1 u FGFR2 moxet ObITh

A) KpaHHOCHHOCTO3

b) axonapormasus

B) BposxIeHHBIH TUIIOTOHAOTPOITHBIN THIIOTOHAIN3M B COUYETAHHH C PACCTPOIICTBAMHU

00OHSHUS

I') TanarodopmHas nucriazus
19. ¥V pebenka ¢ Msarkoit popmoit kpaHHOCHHOCTO3a HaliaeHna myranus P252A B rene FGFR1.
[IpennonoxuTenpHblid JUaro3

A) xpannocunocto3 [Ipaiipdepa

b) cungpom Kpysona
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B) cunagpom Anepa

I') HecuHAPOMAaIIBHBIN KOPOHAPHBI KPAaHUOCHHOCTO3 MIOHKE
20. Y pebenka ¢ KpaHHOCHHOCTO30M HaiieHa myranus S252T B rene FGFR2. TIpeamnonouTenbHbIi
JIMarHo3

A) xpannocunocto3 [paiidpdepa

b) cunagpom Kpysona

B) cunapom Anepa

I') HecunApOMaIIbHBIN KOPOHAPHBINA KPAaHUOCHHOCTO3 MIOHKE

[IpaBunbHbBIE OTBETHI

1-B5,B,T 6-—B,T 11—Bb 16 —B
2-A,B 7 — HeT 12—B 17—B, T, ]
3-B, 8—A,b,B 13-T 18— A, B
4-B 9—T 14— A B, 1 19— A
5—-b 10— A 15—5,B 20—B
X. HOPMATUBHBIE ITPABOBBIE AKTbI
1. OenepanbHblii 3akoH oT 29.12.2012 Ne 273-@3 «O6 obpa3zoBanuu B Poccuiickoit
denepanum»
2. ®denepanpubiit 3ak0H 0T 21.11.2011 Ne 323-®3 «O06 ocHOBaxX OXpaHbI 3I0POBbS TPAKIAH B

Poccutickoit ®enepamm»

3. [Ipuxaz Muno6puayku Poccum ot 01.07.2013 N 499 (pen. ot 15.11.2013) "OO6 yTBepkaecHIN
[Mopsinka opraHM3alliul W OCYIIECTBJICHUS 00pa30BaTENbHON NEATEIBFHOCTH MO JOMOJHHUTEIHHBIM
npodeccuoHanbHBIM Mporpammam” (3apeructpupoBano B Muntocte Poccuun 20.08.2013 N 29444)

4, [Ipukaz MuHucTepcTBa 3paBOOXpAHEHHUS M COLMAIBbHOTO pa3Butusi Poccuiickoi
Oenepannn (Munsapascornpaszputus Poccuu) ot 23 wmrons 2010 r. N 5411 r. Mocksa "OO0
yrBepxkJaeHun EnuHOoro KBanM(UKAIMOHHOTO CHOPAaBOYHHMKA JOJDKHOCTEH PYKOBOJMTEINIEH,
CHELHANUCTOB U chyxkamux, pazaen "KsamuduxanmoHHble XapaKTEPUCTUKU JOJDKHOCTEH
paboTHUKOB B cdepe 31paBooXpaHeHUs"
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