00 yTBEep>XaeHun TUNOBOWU A0NOJIHUTENIbHON NPodeCCMOHANbHOMU
nporpamMmbl NOBbILLEHUA KBaIM(PUKALUMU MO CNeuuanbHOCTH
"JlabopaTopHasa reHeTUKa"

Mpukas - Ne 351H - 0T 07.05.2026 - MMHUCTEPCTBO 34pPaBOOXPaHeHus - [lencTeyeT 6e3 n3MeHeHUn

MWHNCTEPCTBO IOCTULMN
Poccuinckon ®egepaumm
3APEFMCTPUPOBAHO
PernctpaunoHHbIn Ne 86915
OT 5 nioHa 2026 .

MWHWCTEPCTBO 3JPABOOXPAHEHNSA POCCUNCKOW ®ELEPALIAA
MNMPUKA3

MockBa

7 maa 2026 r. Ne 351H

06 yTBEPXAEHWUMN TUNOBON AOMOAHUTENLHOW MPOGECCNOHAbHON NPOrpaMMbl NOBLILLEHNUS KBaAUgrKauum
no cneunanbHocTy "JlabopaTopHas reHeTuka"

B cooTBeTCTBUM C NYHKTOM 12 YacTn 7 cTaTbk 76 PenepasibHOro 3akoHa oT 29 aekabps 2012 r. Ne 273-03
"06 obpazoBaHuK B Poccuinckon depepauun” n nognyHKTom 5.5.2 1 nyHkTa 5 MonoxxeHns o MuHncTepcTee
3[paBooxpaHeHuns Poccuickon degepaunn, yTBep)KAeHHOro NocTaHoBneHneM MNpaBuTtenscTBa Poccuinckon
®epepaumm oT 19 nioHa 2012 r. Ne 608, npukasbiBato:

MuHuncTp M.A.Mypaluko

MpunoxxeHne

K NpuKasy MMHUCTepPCTBa 34paBOOXpaHeEHNS
Poccninckon depepaunmn

oT 7 Masa 2026 r. Ne 351H

Tunosas OoMNoSHMUTENbHaA NPogeccnoHabHas NporpaMma noBbILLEHNS KBAANGMKaLMK N0 CNeLnanbHOCTH
"JlabopaTopHas reHeTnka"

|. ObLme nonoXKeHns

1. Uenbto 4ONONHUTENBHOW NPOGheCcCnoHabHON NPOrpaMMbl NOBLILLEHNS KBannpmuKaLmm cneyumanmctos 1 ¢
BbICLUMM MeMUUHCKM obpa3oBaHueM (fanee - MporpaMmma) sBASETCA COBEPLUEHCTBOBAHNE KOMMNETEHLNN,
HeobX0AMMbIX AN1F OCYLLeCTBAEHUS NPOeCcCMOHaNbHON AeATeNLHOCTY Mo cneumnanbHocTK "JlabopaTopHas
reHeTmka" (obnacTb NpodeccnoHanbHON AesTenbHOCTH 2 - 02 3apaBooXpaHeHne, ypoBeHb KBanudukaumm
3 - 8 ypoBEHb).

1 NyHkT 11 MNopsaka opraHM3auumn 1 oCyLLeCcTBAeHNs 06pa3oBaTeNbHON AeATENIbHOCTY MO
LOMOJIHUTENIbHBIM NPOghEeCCUOHAJbHBIM MPOrpamMMaM, yTBEPXKAEHHOr0 NPMKa3oM MUHUCTEPCTBA HAaYKKN 1
BbicLLero obpa3oBaHusa Poccuninckon Penepaunm ot 24 mapta 2025 r. Ne 266 (3apernctpupoBaH
MuHnCTepcTBOM tocTULMM Poccuinckon ®epepaumm 22 anpens 2025 r., pernctpaunoHHsiin Ne 81928),
aencrteyeT 8o 1 ceHTabps 2031 roga (manee - Mopanok opraHn3aunm 1 ocywecTeneHns obpasoBaTebHOM
AeATeNbHOCTU N0 AOMOJHUTENbHBIM NPO(EeCCMOHa bHbIM NPOorpaMMam).

2 Tabnnua npunoxxeHns K npmkasy MnHUCTepCTBa TPyAa M coumnanbHOM 3awmThl Poccuinckon ®egepaumm
0T 29 ceHTs6ps 2014 1. Ne 667H "O peecTpe NpothecCcMoHalbHbIX CTaHAAPTOB (NepeyHe BUAOB
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npogeccnoHaNbHON AeAaTenbHOCTH)" (3aperncTpmpoBaH MMHNCTEPCTBOM OCTULMK Poccrinckon ®egepaumnm
19 Hoabps 2014 r., perncTpaunoHHbIn Ne 34779) C n3MeHEHNEM, BHECEHHBLIM MPUKa3oM MUHMCTepCTBa
TpyAa u coumanbHomn 3awmnTbl Poccuinckon ®epepauum ot 9 Mmapta 2017 r. Ne 254H (3apeructpmpoBaH
MuHmncTepcTBOM toCcTULMK Poccuinckon ®epepaumm 29 mapta 2017 r., pernctpaumoHHbin Ne 46168).

3 MNpwka3 MuHUCTepCTBa TPyAa U coumanbHom 3awmThel Poccunckon ®epepaumm ot 12 anpens 2013 r. Ne
148H "O6 yTBEPXXAEHUN YPOBHEN KBaMDUKaLMM B LiesiaX pa3paboTKu NPoekToB NpodeccuoHanbHbIX
CTaHZapToB" (3aperucTpuposaH MuUHNCTEPCTBOM toCcTULMKM Poccuninckon ®epepaumm 27 maa 2013 r.,
perncTpaunoHHbIn Ne 28534).

2. B pesynbTaTe 0cBOeHUSA MporpaMmbl OpraHusaLms, ocyLwecTeasowas obpasoBaTebHyl0 AeATENbHOCTb
(manee - opraHmnsaums), obecnevymBaeT coBepLUEeHCTBOBaHMeE y obyyatowierocs (cnywaTens)
npodeccuoHanbHbIX KoMneTeHUun (nanee - NMK) 4 , BKAoYaoWmMxX HeobXoAUMble 3HaHUS, YMeHNS, B
COOTBETCTBUM C NAaHMPYEMbIMUK pe3yfbTaTamn 0byyeHns n paboynmm nporpammamm Moaynen.

4 MyHKT 11 Mopsifka opraHM3auny n ocyLecTBaeHns 06pa3oBaTeNbHON AEATENBHOCTY NO
LOMOJIHUTESIbHLIM NPOtheCcCnoHasbHbLIM MPorpamMmmam.

3. dopma oby4yeHus no MNporpamme - 04Has, C BO3MOXKHOCTbIO YaCTUYHOIO MCMOJIb30BaHNS 3JIEKTPOHHOIO
0byyYeHuns n AUCTaHUMOHHbLIX 0bpa3oBaTenbHbIX TexHonorun (ganee - 30 n AOT).

4. TpyLoeMKoCTb 0by4eHns (Cpok ocBoeHus MporpaMmel): 144 akageMnyecknx Haca.

5. KaneHpapHbii y4ebHbIn rpadnk obecnevmBaeT peanm3aunto MporpaMmel B COOTBETCTBUM C Y4EOHbLIM
nnaHoM u pa3spabaTbiBaeTCs opraHm3aLnen CaMoCTOATENbHO.

Il. MnaHnpyeMble pe3ynbTaTbl 06yyYeHus

6. MnaHnpyemble pe3ynbTaTbl 0B6y4eHUs:

No

n/n

Koabl 1 HAUMEHOBAHMNSA COBEPLLUEHCTBYEMbIX KOMMETEHLNIA

Koabl 1 HAaUMEHOBaHMSA Pe3yJibTaToB 00yYeHNs, COOTBETCTBYIOLLIMX KOMMNETEHLUSAM

3HaHus (oanee - 3)
YMmeHuns (panee - y)

1

MK-1. CnocobeH BbINOJIHATL labopaTopHble NCCeA0BAHUS AN ANArHOCTUKN BPOXIAEHHbLIX U (1K)
HacNeACTBEHHbIX 3ab0neBaHNA y NAaLNEHTOB N Y1EHOB X CEMEN, aHaNN3UPOBaThL pe3yabTaTbl U
hopMnpoBaTb KANHUKO-NabopaTopHoe 3ak/toveHnel.31. HopMaTuBHbIE MPaBOBLIE aKThI,
pernaMmeHTUpyoLme BbINoaHeHNE NabopaTopHbIX NCCIeL0BaHNI B LieSIAX YCTAHOBEHUS UM YTOYHEHNS
AnarHo3a BPOXXAEHHOro 1 (Mam) HacneaCTBEHHOro 3ab0neBaHns y NaUNEHTOB 1 YIEHOB UX CEMEN, ONs
Ha3Ha4YeHUs N KOHTPOASA 3 PEKTUBHOCTM NEYEHNS TEHETUYECKM 0bycoBeHHOro 3aboneBaHns
(cocTosAHMS), BKJIIOYAA NOPALKM OKa3aHNA MEAULUHCKON MOMOLLN.

1.32. KnuHnyeckune pekoMmeHgaumm npy okasaHuy MeguLnHCKON MOMOLLM B HaCTU BbIMOJHEHNS
nabopaTopHbIX UCCNefoBaHWA B LENSaX YCTaHOBAEHWS UAW YTOYHEHUS ANarHo3a BPOXKAEHHOro 1 (1an)
HacneacTBEHHOro 3abo0sieBaHNA y NALMEHTOB M YJIEHOB UX CEMEN, At Ha3HAaYeHNs N KOHTPOJIA
3(PHEKTMBHOCTU NIeYEHNS FreHeTMYeCKn 0bycnoBaeHHOro 3abonesaHmns (COCTOAHMSA).

1.33. O6bem 1 nocnefoBaTeNbHOCTb BbIMOJHEHMS NabopaTOPHbLIX NCCIEA0BAHUN AN YCTAaHOBAEHUA UK
YTOYHEHUA OMarHO3a BPOXAEHHOIO K (I/IJ'IVI) HacnenCcTBeHHOro 3a60ﬂeBaHVIFI, reHeTn4eCcku
obycnosneHHoro 3aboneBaHns (COCTOAHUSA) C MCMOJSIb30BaHMEM BMOXMMMYECKUX, MacC-
CNEeKTPOMETPUYECKUX, MOSIEKYISPHO-TEHETUYECKUX, LNTOrEeHETUYECKNX, MOJIEKYNSPHO-LMTOreHeTUYECKIMX
MeTOOB.

1.34. Cnocobbl Banmaauum pesybTaToB N1abopaTOPHbIX UCCIEA0BAHNA A1 YCTAHOBAEHUSA 1 (1K)
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YTOYHEHUS AMarHo3a BPOXXAEHHOrO 1 (Mn) HacnenCTBEHHOrO 3ab0neBaHmMs, Ha3HaYeHNA 1 KOHTPONS
3DHEKTUBHOCTMN NIeYEHUS BPOXKAEHHOMO U (MAK) HAaCNeACTBEHHOr0 3a601eBaHNs, reHeTNYeCKN
obycnosneHHoro 3aboneBaHns (COCTOAHNSA) C UCMOJSIb30BaHMEM BMOXMMMYECKUX, MacC-
CNEeKTPOMEeTPUYECKNX, MOSIEKYISIPHO-TEHETUYECKUX, LUTOreHETUYECKNX, MOSIEKYNSPHO-LMTOreHeTUYeCKIMX
MeTOLOB.

1.35. MNpaBuna 1 cnocobbl Noy4YeHNs, XpaHEHUS U TPAHCNOPTUPOBKIK 06pa3LoB Bronornyeckoro
MaTepuana nauneHToB Ans nabopaTopHbIX MCCAeLOBaHMIA C UCMONb30BaHMEM BUOXMMUYECKIMX, MacC-
CNEeKTPOMETPUYECKUX, MOSIEKYISPHO-TEHETUYECKUX, LNTOrEHETUYECKNX, MOJIEKYNSPHO-LMTOreHEeTUYECKMX
MeTOLOB.

1.36. MeToAMKMN NOArOTOBKMU 06pa3LoB 6LMONOrMYeckoro MaTepuana nauneHToB A5 NpoBeLeHUs
NabopaTopHbIX NCCNEAOBAHNIA C MCMOJIb30BaHNEM BUOXMMUNYECKMX, MACC-CMEKTPOMETPUYECKMX,
MOJIEKYNAPHO-TEHETUYECKMNX, LUTOreHEeTUYECKNX, MOJIEKYNAPHO-LUTOreHeTUYEeCKMX METOLOB.

1.37. CoBpeMeHHble MPUHLINMBI 1 METOAMKN JTabOoPaTOPHbIX NCCIEA0BAHUIA C NCMOJIb30BAHNEM MacC-
CNeKTPOMEeTPUYECKUX, MOSIEKYISPHO-TEHETUYECKUX, LUTOreHETUYECKNX, MOJIEKYNSPHO-LMTOreHeTUYeCKMX
MeTOLOB.

1.38. AHaNNTNYECKNE XapaKTEPUCTUKIN (TOYHOCTb, CNELNGUNYHOCTb, YYBCTBUTENLHOCTL) BUOXUMUYECKMX,
MacCC-CNeKTPOMETPUYECKMX, MONEKYJIAPHO-FEHETUYECKNX, LUTOreHETUYECKIX, MOEKYJIAPHO-
LMTOreHeTNYeCKNX METOAOB M CNOCOBLI X oNpeaeneHus.

1.39. CoBpeMeHHble NpuHLMbLI paboThl U NpaBuaa IKCNAyaTauny MeAULUHCKUX U3AEANA AN AUarHOCTUKK
"in vitro" c ncnonb3oBaHMeM BUOXMMUYECKNX, MACC-CMEKTPOMETPUYECKINX, MOJIEKYIIPHO-TEHETNYECKNX,
LUTOreHeTUYeCKNX, MONEKYJIAPHO-LUTOreHeTMYeCKUX MeTo40B.

1.310. MNpaswnna paboTel ¢ nabopaTopHbIM 060pyA0BaHMEM.

1.311. CtaHpapTbl B 061acTu KavyecTBa labopaToOpPHbIX UCCAENOBaHUIA C UCMOJb30BaHNEM BUOXUMUYECKIX,
MacC-CNeKTPOMETPUYECKMX, MONEKYJIAPHO-FTEHETUYECKUX, LUTOreHETUYECKINX, MOEKYJIAPHO-
LMTOreHeTnYeCKMX METOL,0B.

1.312. CoBpeMeHHble NpaBuia NpoBefeHns N KpUTepPUM KadeCcTBa npeaHaJMTUYeckoro stana
nabopaTopHbIX UCCNefoBaHWi C NCMOJb30BaHNEM BUOXUMNYECKMX, MAaCC-CNEKTPOMETPMYECKUX,
MOJIEKYNSIPHO-T€HETUYECKUX, LUTOrEeHETUYECKNX, MOJIEKYNSPHOLUUTOreHeTUYeCKUX MeTOA0B, BK/OYas
OLLeHKY Ka4yecTBa 61onorm4yeckoro matepuana.

1.313. CoBpeMeHHbIe NpaBuia NpoBeaeHns BHyTp1MnabopaToOpHOro U BHELLHEr0 KOHTPOJIA KavyecTBa
nabopaTopHbIX NCCNEAOBAHUIA C MCMOJIb30BaHNEM BUOXNMUNYECKMX, MACC-CMEKTPOMETPUYECKMX,
MOJIEKYNSPHO-TEHETUYECKMX, LUTOFrEHETUYECKNX, MOJIEKYNAPHO-LMTOreHETUYECKMX METOLOB Ha
aHa/IMTMYeCKoM 3Tare.

1.314. CoBpeMeHHble NPUHLUMbI OLLeHKW Ka4eCTBa NoCcTaHaJMTMYeCcKoro 3Tana nabopaTopHbIX
NCCNepoBaHNIM C NCMOJIb30BaHNEM BMOXUMNYECKNX, MAaCC-CNEKTPOMETPUYECKNX, MONEKYISPHO-
reHeTUYeCKUX, LUTOreHeTUYeCKX, MOJIeKYNSPHO-LMTOreHeTUYeCKMX METOL0B.

1.315. CoBpeMeHHble NPUHLMUMbI FEHEeTUYECKOr0 TeCTUPOBAHMNA MPW BPOXKAEHHbIX U (MIM) HAaCNeACTBEHHbIX
3aboneBaHnaAxX, reHeTnYeckn 0bycnoBneHHbIX 3abo1eBaHNAX (COCTOAHMAX).

1.316. CoBpeMeHHbIe MPUHLUMbI OLEHKN AMarHOCTUYEeCKON 3DHEKTMBHOCTY TabopaTopHbIX CCnenoBaHniA
(OVMarHOCTMYECKON YYBCTBUTEIbHOCTY U ANArHOCTMYECKON CneunuyHoCTN) C MCNOJb30BaHNEM
B1OXMMUYECKUX, MaCC-CNEKTPOMETPUYECKUX, MONEKYNAPHO-FEHETUYECKUX, LLUTOreHETUYECKMX,
MOJIEKYNSPHO-LMTOreHeTUYeCKMX METO,0B.

1.317. ba3bl AaHHbIX N KOMMbIOTEPHbLIE MPOrpaMMbl AN OLEHKM MaTOreHHOCTW BapUaHTOB HYKNEOTUAHOW
nocnenoBaTeIbHOCTM M YMCa KOMUIA YH4aCTKOB AE30KCMPUOOHYKNENHOBOW KNCIOTHI.

1.318. [encTByloLLMe BEPCUUN MEXAYHAPOLHbLIX HOMEHKATYP 3anncu pe3ynbTaToB BMOXUMNYECKNX, MacC-
CNEeKTPOMEeTPUYECKUX, MOJIEKYIAPHO-TEHETUYECKUX, LUTOreHETUYECKNX, MOJIEKYNSPHO-LMTOreHEeTUYECKIMX
MeTOLOB.

1.319. CoBpeMeHHble NPUHLUMbI MHTeprpeTaLmm pe3ynbTaToB 1abopaTopHbIX MCCeL0BaHUN C
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MCNoJsib30BaHMeM BMOXMMNYECKUX, MACC-CMEKTPOMETPUYECKNX, MOSIEKYISPHO-TEHETNYECKUX,
LNTOreHETUYECKMNX, MONEKYJIAPHO-LUTOrEHETMYECKNX METOL0B B LIENAX YCTAaHOBAEHUS U (M) YTOYHEHNSA
AVarHo3a BPOXXAEHHOMO U (11M) HacNeACTBEHHOro 3aboneBaHmns, KOHTPOJIA 3 HEKTUBHOCTYM IEYEHUS.
1.320. CoBpeMeHHble NMPUHL MBI COCTaB/IEHUS 1 NpaBuia 0DOPMIEHNS KINHUKO-NabopaToOpHOro
3aKJ/l04eHNs 0 pe3yNbTaTax NabopaTopHbIX NCCAeA0BaHMI NALMEHTOB C UCMOb30BaHMEM BUOXMMYECKUX,
MacCC-CNeKTPOMETPUYECKMX, MONEKYIAPHO-FEHETUYECKNX, LUTOreHEeTUYECKIMX, MONEKYIAPHO-
umToreHeTnyeckmx metonoB.l.yl. NMoaroTtoBka obpasLoB BrMonormyeckoro MmaTepumana 4Ns NnpoBeneHms
nabopaTopHbIX UCCnefoBaHNi C UCMOb30BaHNEM BUOXUMNYECKMX, MACC-CMEKTPOMETPMYECKUX,
MOJIEKYIIPHO-TEHETUYECKNX, LNTOrEHETUYECKMX, MOSIEKYISPHO-LIMTOreHETUYECKNX METOL0B.

1.y2. Beibop meToauk nabopaTopHbIX UCCNefoBaHni y MaUNEHTOB U YIEHOB UX CEMEN B LieNsX
YCTAHOBIEHNSA U (MNKN) YTOYHEHUS AMAarHo3a BPOXIAEHHOM0 1 (M1n) HacnenCTBEHHOro 3aboneBaHms,
reHeTnyeckun obycnosiieHHoro 3aboseBaHnsa (COCTOAHNA) 1 NOCNEO0BaTENbHOCTU UX MPUMEHEHMNSA B
COOTBETCTBUM C NOPAAKaMMN OKa3aHNa MeANLNHCKON NOMOLLN, KNINHUYECKMN peKOMeHAAUNsaMM, C y4eToM
CTaHOapTOB MEAULMHCKON NMOMOLLN.

1.y3. ObocHoBaHwWe 1 nnaHupoBaHue Heobxoanmoro obbema 1 NOCNenoBaTENbHOCTY BbIMOJHEHNA
nabopaTopHbIX UCCNenoBaHWI ONS YCTAHOBJIEHUS NN YTOYHEHNS AMArHO3a BPOXXAEHHOIr0 1 (Mnn)
HacnencTBeHHOro 3aboneBaHus.

1.y4. BoinosnHeHne nabopaTopHbIX MCCNeA0BaHMIA C NCMOb30BaHNEM BUOXMMUNYECKUX, MaCC-
CMEKTPOMETPUYECKUX, MONEKYNSPHO-FEHETUYECKUX, LUTOrEHETUYECKUX, MOIEKYNSPHO-LUTOreHETUYECKUX
MEeTOLOB.

1.y5. icnonb3oBaHue Heobxoanmoro nabopaTopHoro obopynoBaHns Aaa NPOBEAEHNSA KINHUYECKNX
nabopaTopHbIX MOSIEKYNAPHO-TEHETUYECKMX NCCIeA0BAHUN.

1.y6. MpuMeHeHne MeOULNHCKNX U3AeNNA AN AnarHoCTUKK "in vitro" n BbINoNHeHNUS NabopaTopPHbIX
nccaenoBaHni € CMoJsib30BaHNEM BUOXUMNYECKNX, MACC-CNEKTPOMETPUYECKUX, MOJIEKYIAPHO-
reHeTMYeCKUX, LUTOreHeTUYECKNX, MOSIEKYNSPHO-LMTOreHEeTUYECKMX METOL0B.

1.y7. Banmpaumsa pe3ynbTaToB NabopaToOpHbIX NCCEL0BaHWIA A1 YCTAHOBAEHNS U (MIN) YTOYHEHMSA
AVarHo3a BPOXXAEHHOMO U (MSIM) HacNeACTBEHHOro 3aboieBaHNs, Ha3HAYeHNA U KOHTPOAS 3PHEKTUBHOCTY
JlevyeHust reHeTuveckn obycnoeneHHoro 3aboneBaHns (COCTOAHUSA) C UCNOJSIb30BaHNEM BUOXMMUNYECKUX,
MaCC-CNEeKTPOMETPUYECKNX, MONEKYNAPHO-reHETUYECKIMX, LUTOreHETUYEeCKNX, MONEKYNAPHO-
LMTOreHeTnYeCKMX METOL,0B.

1.y8. OpraHusauns KOHTPONs KavyecTBa N1abopaTOPHbIX NCCNeA0BaHMI C UCNOSb30BaHNEM BUOXUMUNYECKUX,
MaCC-CNeKTPOMETPUYECKMX, MONEKYIAPHO-FEHETUYECKNX, LUTOreHETUYECKIMX, MONEKYIAPHO-
LMTOreHETUYECKUX METOLOB Ha NpPeaHaInTUYeCKoM, aHaIMTUYECKOM W NOCTaHaIMTUYECKOM dTanax
nccnenoBaHui, BKAOYasA BHELHNA KOHTPOJIb Ka4yecTBa UCCIeA0BaHUN.

1.y9. AHanm3 pe3ynbTaToB NabopaTopHbIX NCCNEA0BAHMI C NCMOb30BaHNEM BMOXMMNYECKNX, MaCC-
CMEeKTPOMETPUYECKUX, MONEKYNSPHO-FTEHETUYECKUX, LUTOrEHETUYECKUX, MOJIEKYISPHO-LNTOreHEeTUYECKUX
MeTOA0B, B TOM YMCJIE C YH4ETOM METOA0B BMONHGpOPMaTUKL.

1.y10. Ucnonb3oBaHne 6a3 faHHbIX U KOMMbIOTEPHBLIX MPOrpamMM As OLEHKN NAaTOreHHOCTU U KINMHUYECKON
3HAYUMMOCTUN BapmnaHTOB NOCAEeA0BATENbHOCTU U YMNCa KOMWUA y4aCTKOB AEe30KCMPUBOHYKNENHOBOK
KWUCNIOTbI.

1.y11. ConocTaBsieHNe pe3ynbTaToB abopaTOPHLIX NCCEA0BAHNIA C NCMOJIb30BaHMEM BMOXMMUYECKNX,
MacCC-CNeKTPOMETPUYECKMX, MONEKYIAPHO-FEHETUYECKNX, LUTOreHETUYECKIMX, MONEKYIAPHO-
LMTOreHeTNYeCKMX METOAO0B C NPeaoCTaBAEHHbIMUA KINHUYECKUMU U TeHeanornyeCKUMmn gaHHbIMAN.

1.y12. 3anpoc 1 noayyeHne AOMNOJHUTENBHON KINHMYECKON U FreHeanormieckon nHgopmaumm ot Bpaya-
cneunanncTa, HeobxoaAMMoON ANA NNaHMPOBAHNA U NPOBEEHNSA UCCIE0BaHNA, UHTEPNpeTauum
pe3ynbTaToB NabopaToOpHbIX NCCAeA0BaHMI NALMEHTOB C UCNOb30BaHNEM BMOXMMMYECKUX, MacC-
CNEeKTPOMETPUYECKNX, MOSIEKYISIPHO-TEHETUYECKUX, LUTOreHETUYECKNX, MOSIEKYNSPHO-LMTOreHEeTUYECKIX
MeTOL0B.
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1.y13. OueHKa A0CTaTOYHOCTU U MHGOPMATUBHOCTM NMOJYHEHHOTO KOMMEKCa pe3ybTaToB NabopaTopHbIX
nccnenoBaHWUi NS NOCTaHOBKMW AMArHo3a BPOXXAEHHOr0 1 (MaKn) HacneaCcTBEHHOro 3aboneBaHus,
Ha3Ha4YeHUA N KOHTPOJIA 3 EKTUBHOCTM NIEYEHNS BPOXKAEHHOIO 1 (1Mn) HacneLCTBEHHOro 3aboneBaHuns
(cocTosiHMS).

1.y14. OnpepeneHne HeobX0AMMOCTM NOBTOPHLIX U (UAN) LONOAHUTENbHbLIX TabopaTopHbIX CCNenoBaHNiA
obpa3LoB 610NOrMYeCcKoro MaTepmana NaLMeHTOB 1 YJIEHOB MX CEMEN MO COrlIaCoBaHMIO C BPaYoM-
cneunanncToMm, HanpaBuBLLMM Ha ONArHOCTUKY.

1.y15. NHTepnpeTauns pesynbTaToB labopaTopHbIX UCCNenoBaHWUIA MALWEHTOB C UCMOJIb30BaHNEM
6I/IOXI/IMI/I‘-IeCKVIX, MaCC-CNeKTpoMeTpuveCKnx, MonekynapHo-reHeTn4eCknx, UnToreHeTn4ecKkunx,
MOJIEKYIIPHO-LIUTOreHeTUYeCKUX MeTOL0B.

1.y16. CocTaBneHune n ohopmyieHNE KINHUKO-1abopaToOPHOro 3aKJ/II04eHUS 0 pe3ysibTaTax 1labopaTopHbIX
nccaenoBaHNi NauMeHTOB C UCNOJIb30BaHNEM BUOXNMNYECKIMX, MAaCC-CMEKTPOMETPUYECKUX, MOTEKYNSPHO-
reHeTMYeCKUX, LUTOreHeTUYECKNX, MOSIEKYNSPHO-LMTOreHeTUYEeCKMX METOL0B.

2

MK-2. CnocobeH ocyLLeCcTBASTL OPraHn3aLMoHHO-MeToaMYeckoe obecrneyeHne nabopaTopHbIX
NCCNepoBaHNn Anst AMAarHOCTUKMN BPOXKAEHHbIX W (MS1M) HAacNeACTBEHHbIX 3a60N1eBaHNI Y MALMEHTOB U
YJIEHOB X CEMEN U 0Ka3blBaTb KOHCYNbTAaTUBHYIO NOMOLLbL MeAULNHCKUM paboTHNKaM2.31. HopMaTuBHbIe
npaBoOBble aKTbl, PErTAaMEHTUPYIOLLME OpraHn3aLUnoHHO-MeToANYecKoe obecneyeHne nabopaTopHbIX
NCCNef0BaHNIA, BKJIOYAA NOPALKMN OKa3aHMsA MeQULNHCKON NOMOLLM.

2.32. CoBpeMeHHbIe NPUHLMMbI OpraHM3aLMOHHO-YNPaBAeHYeCKoN AeaTeIbHOCTU MeANLIMHCKON
opraHm3aunm, MeHegXMeHTa U 3KOHOMUKK nabopaTopun.

2.33. CoBpeMeHHbIe NPUHLMMbI OpraHm3aumm nabopaTopHbIX MCCNef0BaHNUA C UCNOAb30BaHNEM
BMOXMMUYECKUX, MACC-CMEKTPOMETPUYECKUX, MONEKYNSPHO-TEHETUYECKNX, LLUTOrEHETUYECKMX,
MONEKYNAPHO-LUTOreHETUYECKNX METOA0B, OCHOBHbLIE METOAbI KOHTPOSA Ka4eCTBa U OLLEHKMN UX
pe3ynbTaToB.

2.34. Knaccnukaumns HacneaACcTBEHHbIX U BPOXKAEHHbLIX 3ab0n1eBaHuMi.

2.35. 3Tnonornsa, NnaToreHes, KJIMHNYECKNE NposaBAeHNS, NPUHLMMBI IeYeHNS 1 NPOPUIAKTUKN
BPOXXAEHHbIX 1 (MAKN) HacnenCTBEHHbIX 3a60f1eBaHNI, reHeTUYeCcKn 0bycnoBNeHHbIX 3aboneBaHuUin
(cocTosHMI).

2.36. MeToAbl reHeTU4EeCKNX UCCNeA0BaHNA, UX MPEUMYLLECTBA U OFPaHNYEHUS B PA3INYHbIX KJIMHNYECKNX
CUTYauUsAX 4Na yCTaHOBEHNS AMArHO3a BPOXAEHHOIO 1 (MAKN) HaceACTBEHHOro 3aboneBaHums.

2.37. CoBpeMeHHbIe NMPUHLMMNbI Ha3HaYyeHns nabopaTopHbIX NCCNEfO0BaHWUA C MCMOSIb30BaHMEM
BMOXMMUYECKUX, MACC-CMEKTPOMETPUYECKUX, MONEKYNSPHO-FEHETUYECKNX, LLUTOrEHETUYECKMX,
MONEKYNAPHO-LUTOreHETUYECKMX METOLLOB C YHETOM UX AUArHOCTUHECKON 3hPEKTUBHOCTU B Pa3HbIX
KJINHNYECKUX CUTYaLUsIX.

2.38. CoBpeMeHHbIe NPUHLMNLI pa3paboTKu CTaHAAPTHLIX ONepaLMOHHbLIX NpoLenyp No NPOBEAEHNIO,
obopynoBaHuMio U MeTodaM nabopaTopHbIX NCCAe0BaHMI C MCNOJIb30BaHNEM BUOXMMNYECKMX, MacC-
CNEKTPOMETPUYECKNX, MONEKYNSPHO-TEHETUYECKINX, LUTOrEHETUYECKUX, MONEKYNSPHO-LUTOreHETNYECKINX
MeTO0B.

2.39. CoBpeMeHHble MPUHLNMLI KOMMYHMKaLUW C Bpa4oM-CreLnanncTom n (Mnm) naLmMeHTom B npoLecce
KOHCYNbTMpOBaHUA.2.y1l. Pa3zpaboTka CTaHAAPTHBIX ONepaLnoHHbIX NPpoLesyp No NPOBELEHMIO,
obopyaoBaHMo 1 obecnevyeHmnto KavyecTBa 1abopaToOPHbIX UCCEA0BAHNIA C UCMONb30BaHNEM
BMOXMMUYECKUX, MACC-CNEKTPOMETPUYECKUX, MONEKYNSAPHO-FEHETUYECKNX, LLUTOrEHETUYECKMX,
MONEKYNAPHO-LUTOreHeTUYECKMX METOLL0B.

2.y2. CoCTaBneHne peKoMeHaaunin 4ns MegMUMHCKMX paboTHNKOB 1 AN MauueHTOoB No npasunam cbopa,
LOCTaBKM U XpaHeHns 61MOI0rnYeckoro Mmatepuana npu NpoBefeHnmn KAMHNYeCcKnx nabopaTopHbIx
nccnenoBaHum,

2.y3. KOHCyNbTUpOBaHMe Bpava-crneumnanncTa no BONpocam AnarHOCTUYECKON 3h(PEKTMBHOCTH
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NabopaTopHbIX NCCNENOBAHNUIA C NCMOJIb30BaHNEM BUOXMMMNYECKMX, MACC-CMEKTPOMETPUYECKMX,
MOJIEKYNSPHO-TEHETNYECKMNX, LUTOFrEHETUYECKNX, MOJIEKYNSPHO-LIMTOrEHETUYECKNX METOL0B B pPa3HbIX
KJMHUYECKUX CUTYaLMsX Ha 3Tane Ha3HavyeHns nabopaTopHbIX MCCeL0BaHUNA.

2.y4. KOHCYNIbTUPOBaHNE MeANLIMHCKMX pabOTHNKOB MO 0COBEHHOCTAM B3ATUSA, TPAHCMOPTUPOBKM 1
XpaHeHus buonornyeckoro MaTepuana gna nposeaeHus nabopaTopHbIX UCCNefoBaHWA C UCMONb30BaHNEM
BMOXMMUYECKUX, MACC-CMEKTPOMETPUYECKUX, MONEKYNSPHO-FEHETNYECKNX, LUTOrEHETUYECKMX,
MOJIEKYNSPHO-LMTOreHEeTUYECKMX METOL,0B.

2.y5. KoHCyibTUpOBaHMe Bpava-CcrneLmnanncTa no BONpocam MHTEpNpeTaLny pe3ynbTaToB JabopaToOpHbIX
VICCJ'Ie,EI,OBaHVIVI C UCnoJsib3o0BaHNEM 6I/IOXI/IMI/I‘-I€CKI/IX, MaCC-CNnekTpoMeTpn4eCcKnx, MoaekKynsapHo-
reHeTMYEeCKUX, LUTOreHEeTUYECKNX, MONEKYISPHO-LMTOreHETNYECKMX METOAO0B B LIeNIAX YCTaHOBAEHUA U
(M) yTOYHEHMSA AnarHo3a BPOXXAEHHOr0 1 (UAKN) HacneaCTBEHHOro 3aboneBaHNs, Ha3HaYeHNs 1 KOHTPOSIA
3(PHEKTMBHOCTN SIeYeHNS BPOXXAEHHOI0 1 (MAK) HacneaCcTBeHHOro 3aboneBaHus.

2.y6. Y4acTue B KOHCMANYME MO pe3ynbTaTaM NPoBeAEHHbIX U (MK) NPW NAaHUPOBaHUK NabopaTopHbIX
nccnenoBaHWi C UCMoJb30BaHNEM BUOXUMNYECKNX, MACC-CNEKTPOMETPUYECKUX, MOJIEKYIAPHO-
reHeTUYECKUX, LUTOreHETUYECKNX, MONIEKYNIAPHO-LIMTOr€HETUYECKMUX METOA0B B LIENAX YCTAaHOBIEHNS
AVarHo3a BPOXXAEHHOM0 U (1S1M) HacNeACTBEHHOro 3aboieBaHUs, Ha3HAYEHNS U KOHTPONS 3PHEKTUBHOCTY
JIe4YeHNs BPOXKAEHHOr0 1 (Man) HacnencTBeHHOro 3aboneBaHns, reHeTn4Yeckn obyCoBIEHHOrO
3abonieBaHnA (COCTOAHMSA).

3

MK-3. CnocobeH K BbINoaHeHMIO NabopaTopHbIX NCCef0BaHMIN 418 OCYLLECTBAEHNS MeANLNHCKNX
MeponpusaTUiA Mo NPodUNaKTUKeE BPOXXAEHHbLIX 1 (MK) HacnenCTBEHHbIX 3aboneBaHuin3.31. HopMaTrBHbIE
NpaBOBbIE aKTbl, PEFTAMEHTUPYIOLLME BbIMOJIHEHNE NabopaTOPHbIX NCCAeA0BaHNI B LLENISX OCYLLECTBJIEHUS
MeOULNHCKUX MepPONpUSaTUIA Mo NPoduNakTUKe BPOXAEHHbIX U (1K) HacNeaCTBEHHbIX 3aboneBaHui,
BKJ1tOYAA NOPAAKN OKa3aHUA MeanLMHCKOW MOMOLLM.

3.32. KNnHNYeckne pekoMeHgaLmm npu okasaHmm meauumHCKON NoMoLM B YaCTy BbIMOJHEHNS
nabopaTopHbIX UCCNeNOBaHWIA B LENAX OCYLLECTBAEHNSA MEANLIMHCKMX MEPOMPUATIUIA N0 NpoduNakTmKe
BPOXXAEHHbIX 1 (MKN) HacneACTBEHHbIX 3ab01eBaHMI Y MALMEHTOB M YEHOB UX cemeir. Cxembl
AVHAMNYeCKOro HabnAeHNS 3a HOCUTENSMU NAaTOrEHHbIX (BEPOSTHO MATOMEHHbIX) FEHETUYECKUX
BapWMaHTOB COrNacHO KANMHUYECKUM PEKOMEHAALMAM, KOHCEHCYCaM U peKOMeHAAUNSM NPoghecCcMoHabHbIX
MeOULMHCKUX accoumaumn (obecTs).

3.33. CoBpeMEHHble NMPUHLNMbI OCYLLECTBAEHNS NMPOrPaMM CKPUHUHIA C LIeIbI0 PaHHEr 0 BbiSBAEHNS
BPOXXAEHHbLIX 1 (MAKN) HacneaCcTBEHHbIX 3abosieBaHmM.

3.34. MeToamnKM NoAroToBkM 06pa3LLoB 61ONOrMYeCKOro MaTepmana NaLMeHToOB 414 NPoOBEAEHNS
nabopaTopHbIX UCCNenoBaHNA, ANS OCYLLECTBAEHNS MEPONPUATUIA HEOHATAJIbHOr0 CKPUHWUHTA,
npeHaTasbHOr0 CKPUHWHIA Ha BPOXKAEHHbIE MOPOKUN Pa3BUTUSA U XPOMOCOMHbIE aHOManuK y naofa B H4acTu
BUNOXNUMNYECKMX N TEHETUYECKNX UCCNENOBAHNN, @ TaK)Xe CENIEKTUBHOIO0 CKPUHUHIA C LIE/bIO BbISIBNIEHUS,
YTOYHEHUS NN NOATBEPXKAEHNSA BPOXKAEHHOIO 1 (MM) HacneACTBEHHOro 3aboneBaHns y aMbpuroHa,
naofna, nauueHTa.

3.35. MeToAMKN NoaroToBku obpasuos 6Monornyeckoro MaTepmana naunmeHToB 4ad NPoBEAEHUS
NnabopaTopHbIX NCCNEAOBAHUIA NS OCYLECTBAEHNA MEPONPUATUA MPENMNNAHTALMOHHOMO FEHETUYECKOr0
TeCTUPOBaHMA, MPeHaTaIbHOM FreHETUYECKON AMArHOCTUKIN C LLEe/blOo BbISIBJIEHUS, YTOYHEHUS UK
NOATBEPXKIAEHUS BPOXKAEHHOMO 1 (MAK) HaCcNeaCTBEHHOro 3ab60sieBaHNA y SMOPNOHa, NoLa, BbiABIAEHUS
300POBbIX HOCUTENEN MNAaTOreHHbIX MyTaLUWiA B reHax 1 (nam) cbanaHCMpoBaHHbIX MEPECTPOEK XPOMOCOM.
3.36. CoBpeMeHHble NPUHLNMLI U METOANKMN NabopaTOpHbIX NCCef0BaHNI 419 OCYLLEeCTBAEHMS
MeponpuATUA HEOHATaNbHOIr0 CKPUHWHIA, NPeHaTaNbHOr0 CKPUHMHIA Ha BPOXXAEHHbIE MOPOKMN Pa3BUTUSA U
XPOMOCOMHbIE aHOMaINK Yy NA0AA B HacTN BUOXUMNYECKMX N FTEHETUYECKNX UCCAIe0BaHNI, a TakXe
CeNeKTMBHOro0 CKPUHUHIA C LIeNblo BbISBIEHNSA, YTOYHEHUS WN NOATBEP)KAEHNS BPOXKLEHHOMO U (1K)
HacneaCcTBeHHOro 3abonesaHmnsa y ambpuroHa, naoga, NnauneHTa.
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3.37. CoBpeMeHHbIE NPUHLMMbI U METOAUKMN NabopaTOpHbLIX NCCAef0BaHNIA 418 OCYLLLECTBAEHNS
MeponpUATUIA NPEUMMNNAHTALNOHHOIO FreHETNYECKOr0 TECTUPOBAHNSA, MPEeHaTalbHON FreHeTUYECKO
AVArHOCTUKM C LIeNbIO BbISBNIEHNSA, YTOYHEHUS WM NOATBEP)KAEHNS BPOXKLEHHOMO 1 (1K)
HacneacTBeHHOro 3abonesaHnsa y aMOproHa, N0La, BbIBIEHUS 300PO0BbIX HOCUTENEN NAaTOreHHbIX
MyTauui B reHax u (nnm) cbanaHcnpoBaHHbIX MEPeCcTPoeK XPOMOCOM.

3.38. ba3bl AaHHbIX U KOMMbIOTEPHbIE NPOrpaMMbl A5 OLEHKN NaTOreHHOCTU BapUaHTOB HyKI€OTUAHON
nocnefoBaTeNbHOCTN Ae30KCUPUBOHYKIEUHOBOW KUCIOTLI YenoBeka. Kputepmm naToreHHoCTy COrfacHo
pekoMeHaaUnsaM NpodeccMoHanbHbIX MEAULMHCKMX accoumnaumi (obwecTs).

3.39. [leiiCcTBYyOLME BEPCUN MEXAYHAPOAHBIX HOMEHKATYP 3anucy pesynbTaToB BUOXMMMNYEeCKnX, Macc-
CNEKTPOMETPUYECKUX, MOIEKYAPHO-TEHETUYECKMX, LLUTOreHETUYECKUX U MOIEKYISPHO-
LUTOreHeTNYeCKMX METOA0B aHam3a.

3.310. CoBpeMeHHble NPUHLUMLI MHTEPNPEeTaLny pe3ynbTaToB 1abopaToOpHbIX UCCNEeA0BAHUA ANA
OCYLLLeCTBJIEHNS MEPONpPUATUIA HEOHATAIbHOrO CKPUHMHIA, MPEeHaTallbHOr0 CKPUHMHIA Ha BPOXKAEHHbIE
MOPOKW Pa3BUTUS U XPOMOCOMHbIE aHOMAIMK Y NA0AA B HaCTN BUOXMMUNYECKNX N FTEHETUYECKUNX
nccnenoBaHnim, CENEKTUBHOIO CKPUHUHIA, MPenMNAaHTaLMOHHOI0 FeHETMYECKOr0 TECTMPOBAHNS,
npeHaTanbHOM FreHETUYECKOW ANArHOCTMKIN C LeNbio BbISIBAEHWS, YTOYHEHUS WA MOATBEPXKAEHNS
BPOXXAEHHOro 1 (11n) HacneLCTBEHHOr 0 3aboneBaHuns y aMbproHa, naofa, NauneHTa, a TakXKe BbiSBAeHUS
3[10POBbIX HOCUTENEN MNAaTOreHHbIX MyTaLWiA B reHax 1 (nnn) cbanaHCcMpoBaHHbIX MEPECTPOEK XPOMOCOM.
3.311. CoBpeMeHHble MPUHLMMLI COCTaBAEHUS WU NPaBuaa 0hOPMIEHNS KIUHUKO-NabopaTopHOro
3aKJ/04eHNS 0 pesysibTaTax nabopaTopHbIX NCCAeL0BaHMIN 418 OCYLLECTBAEHNS MEPONPUATIN
HeOHaTa/IbHOr0 CKPUHUHIA, MPEeHaTaNbHOr0 CKPUHMHIA Ha BPOXKAEHHbIE MOPOKMN Pa3BUTMSA U XPOMOCOMHbIE
aHOManuu y naofa B 4acT BUOXMMUNYECKMX U FTeHeTUYECKUX UCCIef0BaHNI, CeNEKTUBHOMO CKPUHMHSA,
NpPevMnAaHTaLNOHHOIO FeHeTUYECKOro TeCTUPOBaHMWSA, MPeHaTalbHOW FeHEeTUYECKON ANAarHOCTUKM C
Leblo BbISIBAEHMWS, YTOYHEHUS WA MNOATBEPXKAEHNS BPOXKLEHHOr0 1 (1K) HacneacTBeHHOro 3abonesaHus
y 3MbpuroHa, Naoaa, MauneHTa, a TakXKe BbIBJEHUS 340POBbIX HOCUTENIEN MAaTOMrEHHbIX MyTaLUA B FeHaX U
(nnun) cbanaHCMpPOBaHHLIX NEPECTPOEK XpOMOCOM.3.y1l. BuinonHeHne nabopaTopHbIX NCCNEA0BaHUA ANS
OCYLLLeCTBJIEHNS MEPOMNPUATUN HEOHATAIbHOIO CKPUHMHIA, MPEeHaTalbHOr0 CKPMHMHIA Ha BPOXKAEHHbIE
MOPOKW Pa3BUTUS U XPOMOCOMHbIE aHOMAJIMK Y NA0AA B HaCTN BUOXMMUNYECKNX N TEHETUYECKUNX
MccnenoBaHWmM, CeNEKTUBHOMO CKPUHMHIA, NPENMMIaHTaLNUOHHOMO0 FEHEeTUYECKOro TeCTMPOBaHNS,
npeHaTasbHON FreHeTNYeCKON ANAarHOCTUKN C LieSblo BbIBAIEHWSA, YTOYHEHUS WV NOATBEPKAEHNS
BPOXXAEHHOrO0 1 (Mnn) HacneACTBEHHOr0 3aboneBaHuns y aMbproHa, NaoLa, NauneHTa, a TakXKe BbiBIEHUS
3[10POBbIX HOCUTENEN NAaTOreHHbIX MyTaLWiA B reHax 1 (nnn) cbanaHCcMpoBaHHbIX MEPECTPOEK XPOMOCOM.
3.y2. UHTepnpeTaumsa pe3ynbTaToB N1abopaTopHbIX NCCEA0BAHMI AN OCYLLECTBIEHNS MEPONPUATIIA
HeoHaTasIbHOr0 CKPUHUHIa, NPeHaTanbHOr0 CKPUHMHIA Ha BPOXAEHHbIE MOPOKMN Pa3BUTUSA U XPOMOCOMHbIE
aHOManuK y nNioAa B HacT BUOXMMUNYECKMX N TEeHETUYECKUX UCCNIe[0BaHNI, CEIEKTUBHOMO CKPUHMHTA,
NPeUMNIaHTaLNOHHOIr0 FreHeTUYECKOr0 TeCTUPOBAHNS, NPeHaTabHON reHeTUYECKON ANAarHOCTUKM C
Leblo BbIABAEHNS, YTOYHEHNS UAN NOATBEPXKAEHNSA BPOXXAEHHOIO 1 (MAK) HacneACcTBeHHOro 3aboneBaHns
y aMbpuroHa, Nio4a, NauneHTa, a TakXKe BbiBAEHUS 340PO0BbIX HOCUTENEN MaTOreHHbLIX MyTaLUiA B FeHax U
(nnmn) cbanaHCMpoBaHHbIX MEPECTPOEK XPOMOCOM.

3.y3. CocTaBsieHNe 1 0DOPMIEHNE KINHNKO-NabopaTOPHOro 3aK/04EHNS 0 pe3yNibTaTax nabopaTopHbIX
MccnenfoBaHWn Ans OCyLLEeCTBAEHNS MEPONPUATUIA HEOHATaIbHOr0 CKPUHUHIA, NPeHaTanbHOr0 CKPUHMHIa
Ha BPOXXAEHHbIE MOPOKN PA3BUTUS U XPOMOCOMHbIE aHOMaIMK Yy N0AA B HaCTN BUOXMMUNYECKMX 1
reHeTUYeCKnX NCCnefoBaHnin, CeNEKTUBHOMO CKPUHMHIA, NPEUMIIAHTALNOHHOI0 FreHeTNYEeCKoro
TeCTUpPOBaHMA, MPeHaTalIbHOM FreHETUYECKON AMArHOCTUKIN C Lie/blo BbIAABJIEHUS, YTOYHEHNUS UK
NOATBEP)KAEHUS BPOXKAEHHOMO 1 (MAK) HaCNeACTBEHHOro 3aboneBaHnsa y aM6pnoHa, nnoga, naumeHTa, a
TakXXe BbIIBNEHNS 3L0POBbIX HOCUTENEN NaTOreHHbIX MyTauuii B reHax 1 (1im) cbanaHcnpoBaHHbIX
nepecTpoek XpoMoCcoMm,
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MK-4. CnocobeH aHanM3MpoBaTb MEANKO-CTAaTUCTUYECKYO MHDOPMALMIO, BECTN MEAULIMHCKYHO
LOKYMEHTaUMI0, OpraHn30BaTh AeATeIbHOCTb HAaX04SALWErocs B pacrnopsXXeHnn CpefHero n MaaaLero
MeONLNHCKOro nepcoHana4.3l. Npasuna ohopMaeHns MeaULMHCKON LOKYMEHTALUN B MEQULMHCKNX
opraHm3aunax, oka3dbiBaloWnNX Me JULUNHCKY0 NOMOLLb NauneHTaM C BPpOXXAEHHBIMU U (I/I."IVI)
HacneACTBEHHbIMU 3a601eBaHMAMN, FreHeTU4YeCKn 0bycnoBneHHbIMIN 3aboeBaHNAMN (COCTOSHMAMNK), B TOM
Yyncne B 3JIEKTPOHHON hopme.

4.32. 3aKoHOoAaTeNbCTBO Poccuinckon Genepauun 0 3aLLMTe NEPCOHaNbHbIX AaHHbIX MALWEHTOB 1
CBEZlIEHNIA, COCTaBASOLLINX BpadyebHyo TanHy.

4.33. IoJ)KHOCTHbIe 0653aHHOCTI HaX0AALLEroCs B PacnopsXKeHUN CpeHero n MnaaLwero MeanUuHCKoro
nepcoHana.

4.34. MpaBwnna paboTbl B MIHPOPMALIMOHHbLIX CUCTEMaX B chepe 34paBOOXPaHEHNS U B MH(OPMALMOHHO-
TeNneKoOMMYHUKaUNOHHOW ceTun "UHTepHeT".

4.35. TpeboBaHuUs noxkapHo 6e30NacHOCTN, OXpPaHbl TPYAa, OCHOBbI INYHOM 6E30NacHOCTA 1
KOH(JIMKTOSIOr UK, NpaBuSia BHYTPEHHEro TPYLOBOr0 pacnopsaka.

4.36. CoBpeMeHHble MeToAbl MEAULMHCKON CTaTUCTUKM N MEONKO-FTEHETUYECKOr0 MOHUTOPUHra.4.y1.
CocTaBneHune NnaHa paboThbl 1 0TYETa 0 CBOEN paboTe.

4.y2. 3anosiHeHNe MeaNLIMHCKON OOKYMEHTaLmMmM, B TOM YACNE B 3JIEKTPOHHON hopMe, KOHTPOJIb KavyecTBa
ee BefleHus.

4.y3. cnonb3oBaHue B NpoeCcCroHa bHOW AeATeNbHOCTN MeAULMHCKNX MHPOPMALMOHHLIX CUCTEM B
chepe 34paBoOOXPaHEHNSA U UHPOPMALIMOHHO-TEIEKOMMYHUKALMOHHON ceTn "NHTepHeT".

4.y4. KOHTPO/b 3@ BbIMNOJHEHNEM AOHKHOCTHBIX 0043aHHOCTEN CpefHero 1 Maajwero MeauuuHCKOro
nepcoHasa, Haxo4sALWerocs B pacrnops>KeHuu.

4.y5. CobntofeHne npaBua BHYTPEHHEr0 TPYAOBOro pacnopsaka, TpebosaHmin noxxapHo 6e3onacHocTy,
OXpaHbl Tpyaa.

4.y6. icnonb3oBaHme B paboTe nepcoHasbHbIX AaHHbIX MaLWEHTOB 1 CBEAEHWI, COCTABNAOLNX BpaYebHyto
TanHy.
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MK-5. CnocobeH oKa3bliBaTb MEANLMHCKYIO MOMOLLb B 3KCTPeHHON dopme5.31. MpuHUunbl 1 MeToasbl
OKa3aHuA MeAMLIMHCKON NOMOLLM B 3KCTPEHHOW popMe B COOTBETCTBMM C HOPMATMUBHbLIMU NPaBOBbLIMU
aKTaMy 1 KJIMHUYECKUMY pEKOMEeHAaLNUAMN.

5.32. KnuHn4yeckne npmnsHakm COCTOAHMIA, TPebyoLWmMX OKa3aHNa MeaNLMHCKON MOMOLLN B 3KCTPEHHOW
opme.

5.33. ®aKTOpbI pUCKa, NPeACcTaBAAoLME HEMOCPEACTBEHHYIO Yrpo3y A5 COBCTBEHHOW XN3HW 1 340P0BbLS,
XKWU3HU 1 340p0BbS NOCTPaAaBLUero (NOCTpaAaBLLMX) Y OKPYXKaoLWMX NUL, METOAbl YCTPAHEHUS YKa3aHHbIX
(hakTOpOB purCKa.

5.34. MNpaBuna n NOpsLOK NPOBELEHNS NEPBMYHOrO OCMOTPA NaLMeHTa (NoCTpaaaBLUEr0) NPY OKa3aHUK
MeONLMNHCKON NMOMOLLN B 3KCTPEHHON hopMe Npw OTCYTCTBUMN CO3HAHUA; OCTaHOBKE AblXaHUs 1 (1)
0CTaHOBKE KPOBOOOpaLLEHNS; HAPYLLEHUN NPOXOAMMOCTY AbIXaTeNbHbIX MYyTEN MHOPOAHBLIM TENOM U NHbIX
YFPOXKaIOLLMX XKNU3HU 1 300POBbI0 HAPYLUEHUAX ObIXaHWUSA; HapYy>KHbIX KPOBOTEYEHUAX; TPaBMaX, PaHEHNUAX U
NOpa)eHUsX, BbI3BAHHbIX MEXAHWYECKMMUN, XUMUYECKUMM, INEKTPUYECKUMUI, TEPMUYECKUMU
nopakalowumy pakTopamu, BO3LENCTBMEM U3MyHEHUS; OTPABAEHUAX; YKYCAX NN YXXaJIMBAHUAX AL40BUThLIX
)KWBOTHbIX; CYAOPOXXHOM MPUCTYMe, COMPOBOXAAIOLLEMCA NOTEPEN CO3HAHWS; OCTPbIX NCUXOOrNYECKNX
peakumsax Ha cTpecc.

5.35. MNpasuna 3¢pheKTUBHON KOMMYHMKALLMW C NaLMeHTaMK, NX 3aKOHHbIMU MpeacTaBUTeNsMu,
OKPY>XaoLMMU IMLAMU 1 MeAULUHCKAMU PaboTHUKaMM NpU 0Ka3aHUW MeAULNHCKON MOMOLLY B
9KCTPEHHON hopme.

5.36. Anroputm obpalueHuns B cinyxbbl cnaceHus, B TOM YUC/Ie BbI30Ba Bble3AHOW Bpuragbl CKOpPOW
MeLMNLMHCKON MOMOLLN.
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5.37. MpuHuUMnbl AenCcTBNSA NPMOOPOB AN HAPYXXHOW 3NEKTPOUMMYIbCHON Tepanuun (aedunbpunnauunn).
5.38. MpaBunna BbINOJHEHNSA HAPYXXHOW 3JIEKTPOMMNMNYIbCHOW Tepanun (aedpunbpnnnauumn) C NCnonb3oBaHNEM
aBTOMATUYECKOro Hapy>xHoro gegubpunnsatopa.

5.39. MeanuMHCKME NoKa3aHUs 1 MegnLMHCKUE MPOTMBONOKAa3aHNA K MPOBEeAEHNIO peaHMaLMOHHbIX
MeponpuaTUn.

5.310. NpaBuna npoBeaeHns 6a3oBON CepAeYHO-NEro4HON peaHnMaLnu.

5.311. MeToabl obecnevyeHns NPoxoaMMOCTMN AbiXaTeNbHbIX MNyTEN.

5.312. MNpaBunia 0OCTAaHOBKMN HaPY>XHbIX KPOBOTEYEHWI.

5.313. MpaBuna HanoXXeHnsa NOBA30K MPU OKa3aHUM MegULIMHCKOM MOMOLLM B SKCTPEHHOW (opmMe.

5.314. Cnocobbl oxna)kaeHns npu TpaBMax, BO3AENCTBMAX U3NYHEHNS, BLICOKUX TeMMNepaTyp, XMMNYECKMX
BELLECTB, YKyCaX WK Y)KaMBaHUAX SA0BUTbIX XXUBOTHbIX; NPOBEAEHNA TEPMOM30ALMM N COrPEBAHUSA MPK
BO34ENCTBUM HU3KUX TEMMNepPaTyp.

5.315. MeToabl MMMOBMAM3ALMUN C UCMOJIb30BAHMEM MEAUNLIMHCKMNX U3OEeMA N NOAPYYHBLIX CPeacTB.

5.316. NMpaBuna Ncnonb3oBaHUSA CPEACTB UHANBUAYANbHOW 3aLUNTLI MPU OKa3aHWM MeQULMHCKON NOMOLLM B
3KCTPEHHON hopme.

5.317. MNpaBunaa n NOpSLOK NPOBEAEHUS MOHUTOPUHIa COCTOSHUS NMaLMeHTa NPy OKa3aHUn MeguUNHCKON
MOMOLLW B 3KCTPEHHON hopMe, MOPSAAOK Nepefayn naumeHTa Bble3gHon bpurage CKopon MeauuMHCKON
MOMOLLN.

5.318. NopsaoK NpMMEHEHN NeKapCTBEHHbIX MPenapaToB U MeAULIMHCKUX M3AENNA NPU OKa3aHUK
MeOMLIMHCKOM MOMOLLW B 3KCTPeHHOM hopme.5.y1l. InarHocTmKa COCTOsSHMIA, TpebyoLnx okasaHns
MeOMLNHCKOM MOMOLLMN B 3KCTPEHHON hopme.

5.y2. OnpegeneHune akTopoB, NPeACTaBASIOWMX HEMOCPEACTBEHHYIO Yrpo3y Aa5 COBCTBEHHOM XU3HN 1
3[10POBbS, XXU3HW 1 340POBbA NOCTPaAaBLUero (NocTpadaBLUNX) U OKPYXKAKOLLNUX AL,

5.y3. YcTpaHeHue hakTopoB, NpeacTaBfsoWmMX HENOCPEACTBEHHYIO YIPO3Yy AJS XXU3HW 1 340POBbS
nocTpadaBLuUero (MoCcTpagaBLUnX), a TakXXe Y4aCTHUKOB OKa3aHUs MEANLMHCKON NMOMOLLM B 3KCTPEHHON
hopMe 1 OKPY>KaloLLMX L, B TOM YMCae NpefoTBpaLleHne 4OMNOJHNTENBHORO TPaBMMPOBaHNSA
nocTpafasLuero (nocTpagaBLumnx).

5.y4. ObecneyeHne cobcTBEHHON 6&30MacHOCTM, B TOM YKCIe C NCMOJIb30BAHNEM CPEACTB
WNHAMBUAYANbHOWN 3aLUNUTLI.

5.y5. BbI30B Bble3aHOM 6prraabl CKOpo MeAULUHCKOM MOMOLLM, MepeMELLEHNE, TPAHCMOPTHNPOBKaA
nocTpafaBLuero, nepefaya NocTpanaBLUIEro Bele3gHOM bpurase CKOpon MeaNLUHCKON NOMOLLIN.

5.y6. OueHKa Konm4yecTsa NocTpagaBLUKX.

5.y7. YCTHOe nHgopMmnpoBaHme NocTpagaBLLEero 1 OKpYXalLwWwmx UL, 0 FOTOBHOCTM OKa3blBaTb
MeONLMUHCKYIO0 MOMOLLb B 3KCTPEHHON DOPME, a TakXXe 0 Havasie MpoBeAeHNS MePONpPUATUA MO OKa3aHWIo
MegMLUNHCKOM MOMOLLWN B 3KCTPEHHON hopMe.

5.y8. OcyuwiecTBneHme 3hheKTUBHON KOMMYHMKALUN C MaLMEHTOM, ero 3aKOHHbIM MPeACcTaBUTENEM,
OKPY>KaoLWUMMN NMLaM1N N MEAULMHCKMMN PaboTHMKaMK, B TOM YMCIE Bble3AHON Bpuragon cKopon
MeONLMNHCKON NMOMOLLM NPY 0Ka3aHUN MeANLNHCKON NOMOLLW B 3KCTPEHHON opMe.

5.y9. YcTpaHeHue BO34eNCTBMA NOBPEXAAOLWNX (DaKTOPOB Ha NOCTPagaBLUIero.

5.y10. i3BneyeHne nocTpanaBLLEro U3 TPAHCMOPTHOro CPeACTBa UM APYrux TPYAHOAOCTYMHbLIX MECT.
5.y1l. MNepemMeleHne nocTpagasliero B 6e3onacHoe MecTo.

5.y12. ObecneyeHmne NPoOXoaMMOCTM AbIXaTeNbHbIX MYTEN NPU NX 3aKYNOPKE UHOPOAHbLIM TEJIOM.

5.y13. MpoBefeHne NePBNYHOr0 OCMOTPA NaLMeHTa MNpK COCTOSHMAX, Tpebylolwmx 0Ka3aHUs MeanLNHCKOWN
MOMOLLM B 3KCTPEHHON hopMme.

5.y14. OcywecTBneHne MeponpuaTWiA N0 BPEMEHHOW OCTAaHOBKE Hapy>XHOIr0 KPOBOTEYEHNS, B TOM YUCSIE
NpsMbIM faBfEHNEM Ha pPaHy, HaJIOXKEHNEM JaBsLlel MOBA3KMW (B TOM 4ncae ¢ uKcaumnen MHOPOLHOro
Tena), HaJloXKeHMeM KpoBOOCTaHaBJ/IMBAIOLLEr0 XryTa.

5.y15. OnpeneneHune Hann4ma NPU3HaKoB XN3HW y NOCTPadaBLUEro (Ha/iMymne CO3HaHMA, Haan4me abiXaHns
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C NMOMOLLbBIO C/IyXa, 3PEHUS U 0CA3aHUS).

5.y16. MpoBefieHune cepieyHO-1ero4HOM peaHMaLmm n nogaepxaHve npoxoauMoCcTu AbiXxaTesbHbIX
nyten.

5.y17. icnonb3oBaHMe aBTOMATUYECKOr0 HapyXHOro aedubpunnaropa.

5.y18. HanoxeHune OKKJI03MOHHON (FrepMeTM3npytoLLein) NOBA3KN NPU PpaHEHUN FTPYLHON KNeTKK.

5.y19. MNMpomMbiBaHWe Xenyaka.

5.y20. OxnaxaeHne npu TpaBMax, BO3LAENCTBUSAX U3YyYEHNS, BEICOKUX TEMMEpaTyp, XMMUYECKUX BELLECTB,
YKyCax win yxaJanBaHnaxX a40BUTbIX XXUBOTHbIX.

5.y21. poBefieHne TepMOM30ALMN U COrpeBaHNS NMPu BO3AENCTBUN HAKUX TeMnepaTyp.

5.y22. MNposeaeHne nmmobununsaumm (06e3aBuxnBaHns) ¢ UCNOAb30BaHMEM MeAULUNHCKUX U3LENNA Nnaun
MOAPYYHBIX CPEACTB; ayTouMmobunmsauus nam obe3aBuxmnBaHne pykaMmm TpaBMUPOBaHHbIX YacTen Tena.
5.y23. MNpepoTBpaLieHne LONOJHUTESIbHOrO TPaBMUPOBAHWA FOJI0BbI MPU CYLOPOXHOM MPUCTYIE,
COMPOBOXAAlOLLEMCS NOTEPEN CO3HAHNA.

5.y24. MpnpaHre n nogaep>xxaHve onTUMasibHOro NoJIoXKeHUs Tena nocTpajasLlero B 3aBMCMMOCTU OT ero
COCTOSAHMA.

5.y25. OcywecTBieHe KOHTPOJIA COCTOAHUSA NOCTPaAaBLIero (Haan4usa Co3HaHWs, AblXaHus,
KpoBoobpalleHnsa 1 OTCYTCTBUS HAPY>XXHOI0 KPOBOTEYEHUS); OKa3aHMe NocTpaLaBLleMy NCUX0Iornyeckon
NoaAEpPXKN.

5.y26. MNprMeHeHne NeKapCTBEHHbIX MPenapaToB U MEANLMHCKMX N34 NPY OKa3aHUN MeANLUHCKOW
MOMOLLM B 3KCTPEHHON hopMme.

. Y4ebHbI nnaH 5

5 MyHKT 22 cTaTbn 2 ®efepansHOro 3akoHa oT 29 aekabps 2012 r. Ne 273-03 "06 obpa3oBaHumK B
Poccunckon ®epepaummn” (nanee - ®enepasnbHblil 3aKoH Ne 273-03); nyHKT 11 lMopagka opraHu3saumnm u
ocyLiecTBfieHNs obpa3oBaTesIbHON AeATebHOCTW NO AOMNOJIHUTENbHLIM NPOdecCroHaNbHbIM NPOrpamMMam.

7. Y4ebHbin nnaH:Ne

n/nHanMeHoBaHNs MoayNen, TeM, pa3aenoB NPakTUKMKOINYeCTBO YacoB (TPYyAOEMKOCTb)

BCErOB TOM YKCJIE MO BMAAM Y4eOHOW feATeNbHOCTH

NEKUNN3aHATUSA CEMUHAPCKOro TuMna (CEMUHapbI, MPaKTUYeCKNE 3aHATUSA, MPaKTUKYMbl, N1abopaTopHble
paboTbl, KONNOKBUYMbI U UHBIE @aHANOrMYHbIE 3aHATUSA)NPaKTMKaaTTecTaums

BCEroB TOM Yucne

npakTU4eckas NoAroToBKaBO3IMOXHO 1cnoab3osaHne 30 n OT

1

Moaynb 1. AKTyanbHble acneKkTbl OpraHu3aumm Meguko-reHeTudeckon nomownd2301201200

1.1

MegmumMHCKan reHeTuKa Kak Haykal21200000

1.2

AKTyaJibHble BOMPOCHI KJIMHNYECKOW reHeTnknl141220200

1.3

CoBpeMeHHble MPUHLMMbI OpraHn3aumm Meauko-reHeTU4eCcKon NoMoLLn B Poccminckon ®egepaunn.
MporpaMMbl CKPUHUHIa Ha HacNeACTBeHHble 3aboneBaHnn6240400

14

OpraHusaumsa COBPEMEHHOWN AnarHOCTUYecKon nabopatopmnn. KOHTPOAbL KayecTBa N1abopaTopHbIX
nccnenoBaHnin6240400

1.5

AKTyaslbHble BONPOChl MEANLIMHCKON CTaTUCTUKN N MeANKO-TEHETNYECKOr0 MOHUTOPWHIa. BeaeHne
MeaNLUHCKON foKyMeHTauunn4220200
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2

Mognynb 2. CoBpeMeHHble acnekTbl 1abopaTOPHON reHeTUYECKON AMAarHOCTUKN HacefCTBEHHbIX
60n1e3Heln66303529001

2.1

0cobeHHOCTM 1 NPUHL UMbl METOA0B MONIEKYNAPHO-TEHETUYECKON AMarHoCTUKM6420000

2.2

CoBpeMeHHble MeTOAbl U aHaJIN3 Pe3y/ibTaTOB CEKBEHNMPOBAHMNA HYKIEUHOBBLIX KUCOT.
BblcoKonpounseoanuTenbHoe cekBeHnpoBaHnel2666000

2.3

CoBpeMeHHbIe acrneKTbl MOIEKYISAPHO-TEHETUYECKON ANAarHOCTUKN B OHKON0rnn6240000

2.4

AKTyasbHble NpobaeMbl MeANLNHCKON LMTOreHOMUKN. LInToreHoMHble MeTOAbl B AUArHOCTMKeE
HacnencTBeHHbIX 6one3Hen12666000

2.5

VHTepnpeTaumsa pe3y/ibTaToB LMTOreHETUYECKMNX, MONEKYIAPHO-LNTOr€HETUYECKUX N LLMTOrEHOMHbIX
nccnenosaHning244000

2.6

Buoxnmmyeckne MeToabl AMArHOCTUKN HacneaCcTBEHHbIX 601e3Hen12666000

2.7

NHTepnpeTaumsa pe3yibTaToB BUOXMMUYECKMX NCCIeN0BaHUIA HAacNeACTBEHHbIX 6one3Hen obmeHa
BewecTs6244000

2.8

CoBpeMeHHble MHPOPMALIMOHHbIE TeXHOOr MK B labopaTopHoO reHeTMke5233000

2.9

lMpomMeXxyTo4yHasa aTTecTaums no moaysao 21000001

3

Mogaynb 3. MNpodurnakTnka HacneaCcTBEHHbIX 6osie3Hen. AKTyaslbHble BONPOChl HEOHATaNbHOI0
CKpWMHMHIra2612140000

3.1

CoBpeMeHHasa cuctema npotniakTUKK HacneacTBeHHbIX 6one3Hen6240000
3.2

MpenMniaHTaLnoHHOE reHeTu4yeckoe TecTuposaHne4220000

3.3

MNpeHaTanbHasa gmarHocTnka4220000

3.4

HeoHaTaNbHbIN CKPUHUHI HacenCTBEHHbIX 601e3Hen8440000

3.5

3Tnyeckne npobnemsl MegULNHCKOW reHeTnkn4220000

4

Mogynb 4. CoBpeMEHHbIE TEXHOIOM MM OKa3aHMa MeaMLIMHCKOM NOMOLLWN B 3KCTPeHHon hopme6240000
4.1

Oka3aHune MeguUMHCKON MOMOLLIN B 3KCTpeHHoM opme6240000

5

WNToroas atTtectaunsa4000004

NToro yacoB (TpynoemkocTb)1447465291205

IV. Paboyne nporpammbl Moaynen 6
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6 MNyHKT 11 Mopsiaka opraHmMsaLmm 1 ocyLLecTBfeHUs 0bpa3oBaTeNbHON AeATeNbHOCTYN No
LOMOJIHUTENIbHLIM NPOgECCUOHAJIbHBIM MPOrpamMMam.

8. Paboune nporpaMmel Moaynei:

Ne

n/n

HanmeHoBaHWe Moaynei, TeM, pa3fesioB NPakTUKK
ConepxxaHue

Koabl (hopMUpyeMbIX KOMAETEeHL NI

1
Mopnysnb 1. AKTyaslbHble acreKTbl OpraHusaymm MeOMNKO-reHeTUYECKON NoMOLLK

1.1MennumHCcKasa reHeTrKa Kak Hayka

HanpaBneHus nccnegoBaHnii B COBPEMEHHON MEANLIMHCKOWN reHeTuke. NeHeTuKa YenoBeka.
HacnenCcTBeHHOCTb U U3MEHYMBOCTb. 3aKOHbI Nepefayn HaceACTBEeHHbIX MPU3HAKOoB. TuMbl
HacnenoBaHus. Mpu3HakK, cuenieHHble C NoJoM. BaaumonencTame HeannesbHbIX reHoB. OCHOBBI
NonynsUNOHHON reHeTUKW. MoHATUE 0 M3MeHYMBOCTU. HopMa peakunn. MyTaunoHHasa u
MOAMDUKALNOHHAA N3MEHYNBOCTb. OCHOBbI 3KOIOrMYECKON FreHeTUKN. LInTonorniyeckme oCHOBbI
HacnenCTBEHHOCTU. COBPEMEHHbIE aCNeKTbl CTPYKTYPHO-(PYHKLMOHAbHON OpraHu3aLmm XpoMoCcoM
yenoseka. KneTtoyHbIn LMk, MexaHU3Mbl MUTO3a U Melno3a. FeTepoxpomMaTuH 1 ayxpoMaTuH. Cerperaums
XPOMOCOM. HopMasbHbIN 1 NaTONOrMYeCKUn KapnoTun. F'eTtepomopdunim xpomocom. OpraHm3aumsa reHoma
Ha XPOMOCOMHOM ypoBHe. Mo3anunsm 1 xumepusm. MonekynsipHble OCHOBbI HaC/eACTBEHHOCTU. CTpYyKTypa
N CBOWCTBA HYKNENHOBBIX KNCAOT. TUMbl Ae30KCMPUBOHYKNENHOBBLIX N PUBOHYKNENHOBBLIX KCIOT.
VIH(opMaLns 0 CTPYKTYPHON U (DYHKLNOHANbHOW OpraHmn3aLny XxpaHeHns u nepefaym reHeTu4eckomn
nHpopMauun. OCHOBHbIE acNeKTbl U YPOBHMW pPerynsunm reHeTu4eckon nHopmarmm. MyTaumm Kak 0CHoBa
HacnenCTBEHHOM naTonormm, ComaTnu4eckmne u repMmHaTUBHbIE MyTaunn. MUTOXOHAPWANbHbIA FEHOM.
CtpykTypa reHa. CurHasbHble, perynaTopHble nocnefoBaTesibHOCTU. TpaHcKpunumsa. Perynauns
TpaHcKpunuumn. TKaHeBas cneununyHoCcTb. CNaancuHr. AbTEPHATUBHbBIA CIIANCUHT. TPaHCASUNS.
MoCTTpaHCAALMOHHAA MOAUGUKALUSA. YPOBHN N MEXaHU3Mbl SNMUTEeHETUYECKON perynauun. IeHHble
MyTaLuu, poJib penapaunu B nx popmmposaHun. OuHammyeckue mytauun.fK-1, NK-2

1.2AKTyasibHbI€ BOMPOCHI KJIMHNYECKOWN FEHETUKM

AKTYyaJibHble acneKTbl HACNeACTBEHHOCTM M MAaTOJIOrMK. BO3MOXKHbIE TUMbI HacaefoBaHMa. KNMHNYeCcKun
nosIMMopn3M HaceaCTBEHHbIX BonesHen, annenbHas n NOKyCHasa reHeTM4yeckas reTeporeHHoCTb.
Knaccndukaums HacneacTBeHHbIX 60ne3Hen. OCHOBHbIE XapaKTEPUCTUKIN HAaCNeACTBEHHbIX Bone3Hen.
XpoMocoMHble 6one3Hn. MoHATUEe XpoMocoMHoro ancbanaHca n ero nocaencTsnsa. Posb XpOMOCOMHbIX
aHOMaJINI B HapYyLUEHNAX PENPOAYKTUBHON YHKLMMW, MOHOreHHble hopMbl Hace4CTBEHHbIX 3ab0eBaHMi.
Knaccudmkaums, 3TMoNIorns, naTtoreHes 1 pacnpoCcTpaHEHHOCTb MOHOMeHHbIX 3aboneBaHui.
MynbTnthakTopHble 601e3HN. POsb FEHETUYECKUX N CPEOOBbIX (DAaKTOPOB B MPOMCXOXAEHUN
MyNbTUGAKTOPHbIX 6osie3Hen. CoBpeMeHHble Noaxoabl K 1abopaTOPHON AMarHOCTUKE MYJIbTURNAKTOPHbIX
3aboneBaHnin. dnnreHeTn4eckasa natosaorns. MeguumnHcKas anureHeTMKa. bonesHn anureHeTU4eCcKoro
annapaTa (xpoMaTuHonaTuu). MMAPUHTUHI. BONE3HN FEHOMHOr0 MMNPUHTUHIA. FeHeTuYeckme 6onesHwy,
0bycnoBieHHbIe MyTaUNAMUN B COMATUYECKMX KNeTKax. OCHOBHblE XapaKTePUCTUKN MYTaLMOHHOIO
npoLecca B COMaTUYECKMX KneTKax. bosne3Hn reHoMHoN HecTabnabHOCTU. ITUONOrMYeCKMne OCHOBbI 1
MeTOoAbl AMAarHOCTUKKN. OCHOBbI OHKOFeHETUKN. MoSIEKYIAPHbIE MEXaHWU3MbI OMYX0J1IEBOW NPOrPecCun.
OHKOreHbl 1 OHKOCynpeccopbl. HacneacTBeHHbIE OHKOAOrMYyeckmne cMHapombl. CoBpeMeHHble MOAX0Ab! K
ONArHOCTUKE reHeTn4eCcKmnx 3860ﬂeBaHI/II7I, 06yCJ‘IOBﬂeHHbIX MyTaunaMn B COMaTUHECKNX KN1ETKaxX.
AKTyaslbHble MPUHLUMLI 3TUONATOreHETUYECKON Tepanun HacneaCcTBeHHbIX 3aboneBaHnin. PepMeHTHas
3aMecTUTeNbHasA Tepanus HacleACTBEHHbIX 6one3Hen obmeHa. MprHUMNLI Tepann MUTOXOHLPUAJIbHBIX
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6onesHen. OCHOBHbIE MPUHLIMMbI TAPreTHOW Tepanuu. FeHHasa Tepanus HacNeACTBEHHbIX bonesHew.
eHOMHOe pegakTupoBaHme.lK-1, MK-2, NK-3

1.3CoBpeMeHHbIe NMPUHLMMNbI OpraHM3aLnm MeNKo-reHeTnYeckon nomowm B Poccuinckon ®epepaumu.
MporpamMmMbl CKpUHMHIA Ha HacleACTBEHHble 3aboneBaHns

AKTyanbHble aCNeKTbl OpraHn3aLny MeanKko-reHeTu4eckon nomoLm B Poccuinckon ®epepaumm.
CoBpeMeHHas HopMaTUBHaa NpasoBas basa, perynnpyiollas CTPYKTYpyY, AedaTeNIbHOCTb U OCHOBHbIE 3a4a4u
MeLMNKO-TeHETNYECKNX CNY>K6. AKTyasibHble BOMPOCH! OpraHn3aLmm MeanKo-reHeTNYeckon cy>xbbl. 3afaym
nabopaTopHo# reHeTukn. OpraHusauma MeguLUHCKOM NOMOLLM Npu peakmx (opaHHbIX) 3aboneBaHusX.
OpraHun3aums 1 BuAbl NporpaMM CKPUHUHIa Ha HacsleAcTBeHHble 3aboneBaHns B Poccuinckon ®epepaunn.
TpyZHOCTU 1 Bapbepbl MPW OKa3aHWK NOMOLLM NO Npoduo "MeanumnHckaa reHetuka".MK-1, NK-2, MK-3

1.40praHn3auma COBpeMeHHOM anarHoctmyeckom nabopatopmmn. KoHTpob KadecTBa NabopaToOpHbIX
nccnenoBaHui

AKTyasbHble uenu, 3agayu, Buabl nabopaTopHON ANArHOCTUKN, MPUMEHSAEMbIE B MEANLIMHCKON FEHETUKE.
O6Lwme opraHn3aLnOHHbIE MOAX0AbI K TabOPaTOPHOW ANArHOCTMKE. BO3MOXXHOCTM U OrpaHUYeHns,
06J1aCTV NPUMEHEHMNSA Pa3INYHbIX METOLOB B MEANLNHCKON reHeTnke. CoBpeMeHHble TpeboBaHUS K
opraHmM3aunmn OesaTenbHOCTU MeANLMHCKUX paboTHMKOB abopaTopun n obecnevyeHnto 6€30MacHOCTM
MeONLNHCKON AeATENbHOCTU B OpPraHn3auUnsx Meanko-reHeTnyeckoro npoguns. OpraHusauns
AeATeNbHOCTU HAaXOASALWErocs B paCcnopsXKeHnn cpegHero u MaagLwero MeanuuMHCKOro nepcoHana. Beibop
ONTUMabHOro NoaxoAa B 1abopaTOPHON ANArHOCTMKE HaC/eACTBEHHON NAaTONOrUN. KOHCYIbTaLMOHHOE
HanpaBJieHNe OeAaTeNbHOCTM nabopaTopumn MeanKo-reHeTU4eckoro Npodunns. AKTyasabHble MPUHLMMbI
opraHm3auny NpeaHaanTM4ecKoro 3Tana NabopaTopHbix nccnegoaHnin. Mpasuna cbopa 1 xpaHeHNs
Bronornyeckoro MaTepmana oas reHeTUYEeCKON AMarHoCTUKK. TexHnka 6e3onacHocTn npu paboTe C
MyTareHHbIMN 1 TOKCMYHBIMW BeLLeCcTBaMun. AKTyasibHble acnekThl obecneyeHns KOHTPOASA KayecTBa
nabopaTopHbIX UCCNenoBaHWU B MeanLUHCKON reHeTuke.MK-1, MNK-2, NK-3

1.5AKTyanbHble BONPOCHI MEANLMHCKON CTaTUCTUKN U MEANKO-FE€HETUYECKOr0 MOHUTOPUHIa. BeaeHne
MeONLUNHCKON OOKYMEHTaLNN

AKTyanbHoe nNpaBoBoe obecneyeHne NpodecCcMoHaibHON AeATeNbHOCTH B 061aCTU MeANLIMHCKOW
CTaTUCTUKK. IcNoNb30BaHNE COBPEMEHHbIX MEANLNHCKUX MH(OPMALMOHHBIX CUCTEM B 061aCTK
MeOMLUNHCKON FEHETUKN U MHGOPMALIMOHHO-TENEKOMMYHUKALNOHHON ceTu "HTepHeT". AHanns
nokasaTtenen MeAUUNHCKON AeATeNbHOCTU. LnhpoBbie TEXHONOr MU 1 X POSib B OpraHu3aLmm
MeLMLMHCKON MOMOLLM MauueHTaM C HaceACTBEHHbIMU 3aboneBaHUsMU. PaboTa C NepcoHa bHbIMU
LaHHbIMU NALMEHTOB 1 CBEAEHUSAMU, COCTABASAIOWMMN Bpa4yebHYO TallHy. 3anoaHeHne MeaNLMHCKOW
AOKYMEHTaLMN, B TOM YMCe B 31eKTPOHHON hopme. PopMmpoBaHmne HanpaBAeHNS Ha FreEHETUYECKYIO
ANArHoCTuKy. NMoAroToBKa 3ak/l04eHNS No pesysbTaTaM N1abopaToOPHON ANArHOCTUKN. AKTYyaslbHble
acnekTbl MHGopMaLnoHHon B6e3onacHocTn 1 TpeboBaHUM K paboTe € NnepcoHanbHbIMK AaHHbIMK.MK-1,
MK-2, NK-3, NK-4

2Mopnynb 2. CoBpeMeHHble acnekTbl 1abopaTOPHON reHeTUYECKON AMarHOCTUKIN HacNeACTBEHHbIX
BonesHen

2.10cobeHHOCTU 1 NPUHLUUMBI METOAOB MOJIEKYISPHO-TEHETNYECKON ANArHOCTUKM

WcTo4yHukK, npaBuna cbopa v xpaHeHns BMoNOrnYeckoro Matepmana Aas MoaekynspHO-reHeTUYECKO
ANArHOCTUKK. MpsAMbIE N KOCBEHHbIE METOAbl ANArHOCTUKU [1€30KCMPUOOHYKIENHOBBIX KCIIOT.
CoBpeMeHHble TapreTHble MeTOMbl MOMCKa MYTaLIUIA - PECTPUKLMOHHBIA aHanu3, nosumMepasHas LenHas
peakuus B peasibHOM BPEMEHM, aHaIM3 KPUBOW MIABEHNS, MyNbTUMNIEKCHAs NNra303aBucrmas
amnandukaums npo6. MpUHUMNLI NOANMMEPa3HON LENHON peakummn. MMbpnan3aumoHHble METOAbI,
NMPUMEHSIEMbIE B INArHOCTMKE Ae30KCMPUOOHYKIENHOBLIX KUCOT. AKTyaslbHble METOAbl PaboThl C
HYKJEMHOBBLIMU KNCIOTaMu. AKTyasibHble METO[Ibl BblENEHNS AE30KCUPUOOHYKIENHOBLIX U
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PUBOHYKNENHOBBIX KNCNOT. COBPEMEHHAs KaacCuuKaumns BapuaHTOB HYKNE0TUAHOW
nocneposaTenbHocTu.MK-1, MK-2, MK-3

2.2CoBpeMeHHble MeTobl U aHann3 pesysibTaTOB CEKBEHMPOBAHUA HYKENHOBbLIX KMC/OT.
BbICOKOMPON3BOAMTE/IbHOE CEKBEHMPOBaHME

CoBpeMeHHble MEeTObl CEKBEHNPOBAHMA HYKJIEMHOBLIX KUCNOT. CekBeHnpoBaHue no CeHrepy. OCHOBHbIE
NPVHLMNbI @aHan3a pe3yibTaTOB CEKBEHUPOBAHUSA HYKJIEMHOBBIX KUCNOT. AKTyaslbHble acnekTbl KOHTPOS
Ka4yecTBa MOJIEKYISAPHO-TEHETMYECKNX nccnenoBaHuin. O6paboTka M aHanM3 pesyibTaTOB CEKBEHNPOBAHMSA
C NPUMEeHeHNeM COBPEMEHHbIX KOMMNbIOTEPHbIX NporpaMM. OnpefeneHne naToreHHOCTU U KINHUYEeCKon
3HAYMMOCTU BapNaHTOB HYKNEOTUAHON nocsiefoBaTenbHOCTM. OcobeHHOCTY OPOpPMIIEHNS 3aKIK0YEHNS MO
nccnefoBaHWAM, NPOBELEHHBLIM C UCMOJIb30BaHNEM MOJIEKYNSPHO-TeHEeTUYECKX MeTOL0B. JOCTOMHCTBa U
He[0CTaTKM Pa3fiMyHbIX NAaTHOPM BbICOKONPOU3BOAUTELHOrO CEKBEHUPOBaHUS. O61acTu NpUMeHeHns.
CoBpeMeHHble MPUHLKUMBI 1 BO3MOXHOCTMW UCMOJIb30BaHNUA NaHEeNbHOr0, 3K30MHOIr0, FeHOMHOr0
CcekBeHupoBaHua. MpuHLMNbI pa3paboTkn NaHenen reHoB 415 NocnefyoLwero nccnefoBaHnsa MeTofamu
BbICOKOMPOM3BOAUTENBHOIO CekBeHnpoBaHua.MK-1, NMK-2, NK-3

2.3CoBpeMeHHble acrneKTbl MONEKYNSPHO-FEHETUYECKON ANArHOCTUKN B OHKONOT UK

CoBpeMeHHbIe MeTO/bl BbISIBJIEHNS FEPMUHAJIbHBIX U COMAaTUYECKNX FEHETUYECKUX HapyLLEHWIA Npu
OHKOJIOrnyeckmx 3aboneBaHnsax. MonekynspHo-reHeTuYeckas AnarHoCTka HaceACTBEHHbIX
OHKOJIOTMYECKMX CUHAPOMOB. MONEKyNSIpHO-reHeTNYeCcKas ANarHoCTKa npy Cnopagnyecknx onyxonsax.
MoneKynsipHO-reHeTnYeckas AnarHoCTKa A5 Ha3HAaYeHNUs TapreTHbIX NPenapaToB Mpu PasanyHbIX TUNax
onyxonein. UHTepnpeTauus pe3ynbTaToB FreHeTUYeCKNX NCCIeN0BaHUA B OHKONOTr UK. [eHeTMYeckoe
TeCcTMpOBaHWe [J19 Ha3HaYeHUs TapreTHON Tepanuu Npu HacneaCTBEHHbIX U CMOPaANYecKmX
OHKO3aboneBaHuaX. CTPYKTYpa AMArHOCTUYECKOro 3aKI0YEHUS 418 pa3HbIX TUMOB FreHEeTUYECKMX
nabopaTopHbIX UCCNIEA0BAHMIA B OHKOJIOrMU. OCOBEHHOCTM ODOPMIIEHMS 3aKJTIOYEHUS MO UCCNEN0BAHMSAM B
obnactu oHkoreHeTukn.MK-1, NK-2, NK-3

2.4AKTyanbHble NpobnemMbl MEAULIMHCKON LUTOFEHOMUKKW. LIMTOreHOMHble MeTobl B AUarHOCTUKe
HacnenCcTBEeHHbIX BonesHen

AKTyanbHble acnekTbl 6onesHel, CBA3aHHbIX C XPOMOCOMHON HECTabUABLHOCTLIO, 1 NX ANArHOCTMKaA.
XPOMOCOMHbIN MO3auLM3M. AIFOPUTMbI LLUTOreHEeTUYECKON U MONEKYNSPHO-LUTOreHETUYECKON
AVNArHOCTUKKW, MUKpoaeneLoHHbIE N MUKPOAYNINKALNOHHbIE CUHAPOMbBI. PeiKne XpoOMOCOMHble
aHoManuu. OCObeHHOCTY LIMTOreHeTUYeCKOro aHanm3a onyxonen. LintoreHetnyeckme, MonekynsapHo-
LUUTOreHeTnYeckre y LUTOreHOMHbIE MeTOAbl MCCe0BaHNA B ANArHOCTUKE XPOMOCOMHbIX @aHOMasInN.
LUuToreHeTnka comaTudeckomn natosorun. CoBpeMeHHbIe LMTOreHeTu4ecKme nccaefoBaHms npu
CUHAPOMAaX XPOMOCOMHOMN HeCTabnnbHOCTU. TEXHONOr MU FEHOMHOIO CEKBEHWPOBAHUSA B ANArHOCTMKE
XPOMOCOMHbIX aHOManuin. OCHOBHbIE MPUHLNMbI KYJIbTUBUPOBAHUA KNETOK AJ1A NOAYYEeHUS XPOMOCOMHbIX
npenapaToB. OcobeHHOCTN 06paboTKN KNETOYHbIX KY/IbTYp A5 NOJAYYEeHUS XPOMOCOMHbIX MpenapaTos.
MeToAbl OKpaLUMBaHUS XPOMOCOMHbIX npernapaToB. COBPEMEHHbIE MONEKYNSPHO-LUTOreHeTUYeCKme
MeTOAbl ANArHOCTUKM XPOMOCOMHOM NAaTOAOM MU C MPUMEHEHNEM XPOMOCOM-CNeLUPpUIecKmx 30HL0B
Ne30KCMPUBOHYKNENHOBBIX KMCAOT. dayopecueHTHas rubpuansaums in situ. OCHoBbl NPO6ONOArOTOBKM,
MeYyeHUs N geTekunn. PasnnyHele BapnaHTbl 30HA0B. Moandukauun hayopecueHTHON rnbpuansauum in
situ. MeanUMHCKME NOKa3aHWsa K NPUMEHEHN0, BO3MOXHOCTY W orpaHnyeHus. CpaBHUTEeNbHAs reHOMHas
rMbpuamnsaumns n XpoOMOCOMHbIN MUKPOMATPUYHBIA aHan3. MeanUMHCKME NOKa3aHNa K MPUMEHEHNIO,
BO3MOXHOCTW 1 orpaHmyenmna.fNK-1, NK-2, rfKk-3

2.5/HTepnpeTaumns pe3yabTaToB LUTOreHETUYECKUX, MONEKYIAPHO-LUNTOrEHETUYECKNX U LUTOrEHOMHbIX
nccnenoBaHnn

AKTyasibHble NMPUHLUMBI MAEHTU(UKALNN MHANBUAYAJIbHBIX XPOMOCOM COrlacHO Me)XAyHapo4HON cucTeme
LNTOreHEeTUYECKON HOMEHKIATYpbl YenoBeka. MpobnemMa XxpoMOCOMHOro NOANMMopun3Ma y YenoBekKa,
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3YXPOMaTWHOBbIE BapUaHTbl, TIOMKUE CaliTbl. BapnabenbHOCTb CTPYKTYPbI, KOMYECTBA U JI0KaM3auum
pavioHOB, COAEPXALLNX KOHCTUTYTUBHbLIN FrETEPOXPOMATUH B KapuoTune vyenoseka. MexaHn3msl
BO3HWKHOBEHUS YNCIOBbLIX N CTPYKTYPHbIX XPOMOCOMHbIX aHOManunin. [lepmeaTHble, peKOMBMHaHTHbIE,
MapKepHble, KOJIbLIEBbIE XPOMOCOMbI. Cneundurka MUKPOCKONMNYECKOr0 aHann3a OTAesIbHbIX BapUaHTOB
XPOMOCOMHOI0 NoAMMopgn3Ma, Ux guggepeHumnanns oT CTPYKTYPHbIX MepecTpoek KapnuoTuna YyesoBeka.
3anucb pe3ynbTaToB LUTOreHETNYECKOro NCCNeA0BaHNS B COOTBETCTBUN C MexxayHapogHON CMCTEMON
LMTOreHEeTNYECKON HOMEHKIaTYpbl YesloBeKa. AHaNn3 U MHTepNpeTaums pesyibTaToB LMTOreHETNYECKOrO,
MOJIEKYNISIPHO-LIMTOr€HETMYECKOI0 1 LUMTOreHOMHOr0 nccnegoBaHms. OcobeHHOCTH ohopMaeHNs
3aKJII0YEHUS N0 NCCNe0BaHMAM, NPOBEAEHHBLIM C NCMOJIb30BAHNEM LUTOrEHETUYECKNX, MONEKYNAPHO-
LMTOreHEeTUYECKNX U UMTOreHOMHbIX MeToaoB.[MK-1, MK-2, MK-3

2.6bnoxnmmnyeckne meToabl ANArHOCTUKN HacneaCTBEHHbIX bonesHen

AKTyanbHble noaxoabl K cbopy, NOAroTOBKE, TPAHCMOPTUPOBKE U XpaHeHU0 BrMonormyeckoro Mmatepuana.
KoHTponb KavecTBa. MpUHLNMNbI KAYECTBEHHOIO 1 KOJIMYECTBEHHOI0 aHan3a MeTabonToB B ANArHOCTMKE
HacNleACTBEHHbIX 6one3Hen obmMeHa BelecTB. CoBpeMeHHbIe METOAbLI BUOXUMUYECKON ANArHOCTUKM
HacneACTBEHHbIX bone3Hen: TaHAEMHAs MacC-CNEKTPOMETPUS KaK Kato4eBOon N1abopaTopHbIN MeToa
HeOHaTa/IbHOr0 CKPUHMHIA 1 NOATBEPXAAIOLLEN ANArHOCTUKIM HacelCTBEHHbIX 6one3Hen obMeHa
BELLIECTB; BbICOKO3(h(hEKTUBHAS XKNAKOCTHAsA XpoMaTorpadusi; rasoBas XxpomMatorpagmsa c Macc-
cnekTpomeTpuein. MeToabl onpenenieHns akTUBHOCTM pepMeHTOB. Pa3bop npeaHannTMyecknx owmbok n nx
BJIMAHNSA Ha OMArHOCTUKY HacledCTBEHHbIX 6one3Heln obMeHa BelecTB. PacyeT akTUBHOCTUN (DEPMEHTOB U
KOHUeHTpauun metabonutoslK-1, NK-2, MK-3

2.7WHTepnpeTaumsa pe3ynbTaToB BMOXUMUYECKNX NCCIEA0BaHUIA HAaCNeACTBEHHbIX 6one3Hen obMeHa
BeLlecTB

AKTyasibHble aCneKTbl MacCOBOr0 U CEIEKTUBHOIO CKPUHMHIA Ha HacneacTBeHHble 6ose3Hn obmeHa
BelecTB. CoBpeMEHHbIE NMPUHLMMBI aHaM3a pe3ybTaToB BUOXUMNYECKMX NCCNefoBaHN. AKTyanbHble
0COB6EHHOCTN 0hOopPMIEHUNS 3aKJIIO4YEHUSA MO BNOXMMMYECKON AnarHocTmKe. Pa3bop KANHNYECKMX Cly4Yaes.
AnroputMmbl AnddepeHLnanbHON ANarHOCTUKK Ha OCHOBaHUKN BUOXMmnyYeckux npodunen, ctpaTernm
BepudmKauum gnarHosa. OpraHu3auns n KOHTPOb KayecTBa broxmmmyeckux nccnepgosanuin.MK-1, NK-2,
MK-3

2.8CoBpeMeHHbIe MHOPMALIMOHHbIE TEXHOJIOTUW B NabOpPaTOPHON reHeTuke

[[eHOMHbIe BapuaHTbl Ye0BeKa, aHa/IM3 N OLEHKa NaToreHHOCTU. AKTYyaslbHble KPpUTEpMM NaToreHHoCTH
COrflacHO pekoMeHaaumnsaM NpoecCcnoHa bHbIX MeANLMHCKMX accoumauuni (coobwecTts). CoBpeMeHHbI
H6ronHpopMaTNYECKMIN aHaNN3 AaHHbIX. AKTyaNbHble 6a3bl JaHHbIX Y KOMMbIOTEPHbIE MPOrpamMMbl 44
paboTbl C pe3yabTaTaMu reHeTMYeCKUX nccaeoBaHnin. CoBpeMeHHble NoaXo4bl K aHaansy
(PYHKLMOHaNbHbIX 31eMeHToB reHoma.llK-1, MK-3, MNK-4

2.9MpomexyTo4Hasa aTTecTauus no Mooy 2
KoHTposib pe3ysibTaToB 06y4eHuns B pamkax ocBoeHus Tem 2.1 - 2.8.MK-1, NMK-2, MK-3, NK-4

3Mopaynb 3. MNpodhrnakTnka HacNeaCTBEHHbIX 6one3Hen. AKTyaslbHble BONPOChl HEOHATAJIbHOr0 CKPUHWUHTa

3.1CoBpeMeHHas cucTemMa NponaakTUKIN HaceACTBEHHbIX BonesHen

AKTyanbHble reHeTnYeckne 0CO6eHHOCTI HaceNEHNs Pa3NYHbIX PermoHoB Poccuiickoin ®epepauuu.
CoBpeMeHHbIe NoAX0Mbl K PAacHeTy PUCKOB NP PasanyHbIX TUMAx HacaeaoBaHMs. MpPeKoHUENUNOHHbI
CKPWUHWHT. OCHOBbI NPEKOHLEMNUMOHHON NPOGNNAKTUKIN HAaCeACTBEHHbIX Bone3Hen.MK-3

3.2[MpenMnaaHTauMOHHOE reHeTUYeCKoe TeCTUpoBaHme

COBpeMeHHbIe noaxonbl K npenmMmniaHTauMOHHOMY reHeTn4eCKoOMYy TeCTUPOBaHUIO NMpu BCMOMOraTeJibHbIX
pPenpoAyKTUBHbLIX TEXHONIOTNSAX. AKTyaslbHble 0COBEHHOCTM 0DOPMAEHNS 3aKIOYEHNS MO
npenMniaaHTauMoHHon anarHoctuke.lNK-3
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3.3lMpeHaTanbHasa guarHoCcTuKa

BO3MOXXHOCTM UCCNenoBaHWA MNJOLHOrO MaTepuaia ANs yCTaHOBEHNS FreHeTUYeCKOro cTaTyca pebeHka.
MpeHaTanbHbIN CKPUHWHT 1 MHBA3MBHAA AMarHOCTUKa. AKTyaslbHble MeTOLbl MpeHaTalbHON AUarHoCTUKN
XPOMOCOMHbIX Y MOHOM€HHbIX 6one3Hei. NMpeHaTaNbHbI CKPUHUHT XPOMOCOMHbIX HapyLUEHWUA (CKPUHWHT
nepBoro TPMMeCTpa, HEMHBA3MBHLIN NpeHaTaslbHbIN TeCT). BO3MOXXHOCTM 1 OrpaHUYeHns npeHaTa bHON
LONArHOCTUKN MOHOME€HHbIX M XPOMOCOMHbIX 6onie3Hel. Tunbl MA0LHON0 MaTeprana v UX NPUrogHOCTb A8
pa3NyHbIX BUAOB AMArHOCTUKUN. AKTyaslbHble 0COBEHHOCTM OhOPMAEHNS 3aKN0YEHMS MO NPeHaTabHON
anarHoctuke.lnK-3

3.4HeoHaTaNbHbIN CKPUHWHI HacNeACTBEHHbIX Bone3Hen

HeoHaTaNbHbIN CKPUHUHI HacleACTBEHHbIX 6one3Hen B Poccuinckon degepaunn: akTyaabHble METOAbI,
BO3MOXXHOCTM 1 orpaHmyeHns. OCobeHHOCTN 0hOPMIEHNS U BblAaYvM 3aKJIOYEHNUIA MO CKPUHUHTY
HOBOPOXAEHHbIX. KOHTPOJIb Ka4yecTBa NCCIeA0BaHUI NPy HEOHaTaJIbHOM CKpuHuHre.MK-3

3.53Tu4eckue npobaemMbl MELULIMHCKON FEHETUKU

CoBpeMeHHble 3Tn4eckmne npobnembl reHeTUYECKOro TECTUPOBaHNWSA, NeYEHNS N NPOMUIaKTKN
HacnencTBeHHbIX 60ne3Hen. KOHCybTMPOBaHMe No BONPOCaM COBPEMEHHbIX 1abopaTopHbIX
nccneposaHuiniKk-2, NK-3

4Mopaynb 4. CoBpeEMEHHbIE TEXHONOMNN OKa3aHNA MeaULMHCKON MOMOLLN B SKCTPEHHON hopMe

4.10Ka3aHne MegnLMHCKON MOMOLLN B SKCTPEHHONW hopMme

CoBpeMeHHOe HOpMaTUBHO-MPABOBOE PEryMpoBaHNe OKa3aHWa MeANLNHCKON NOMOLLN B 3KCTPEHHON
dopmMe. JnarHoCcTnka COCTOAHNUIA, TPebyoLWNX 0Ka3aHna MeAULNHCKOM NOMOLLM B SKCTPEHHON hopMe.
KoMMyHMKaumsa co cnyxbamm cnaceHus, Bble3gHbiMU bpuragamMm CKOPON MeAULIMHCKON NOMOLLHK,
nauneHTOoM, ero 3aKOHHbIM NPeacTaBUTENEM U OKPYXatoLWUMKN antaMn. TpaHCnopTMPOBKa 1
nMmobunusaumns nauneHTa. CepaeyHo-neroyHas peaHumaumsa. OCTaHOBKa HapyXHbIX KPOBOTEYEHUNA.
ObecneyeHne NPOXOANUMOCTY AblXaTesbHbIX NyTen. [poMbiBaHUE Xenyaka. NpuMeHeHne corpeBaHnsa u
oxnaxaeHus. lNposefeHne TEPMOU30NALAN U COrPEBAHNA NPY BO3LENCTBUN HU3KMX TeMnepaTyp.
MpuMeHeHne nekapCTBEHHbIX NpPenapaToB 1 MeaUUUHCKUX n3genuin.NK-5

V. ®opMbl aTTECTaUmMn 7

7 MyHKT 11 Mopsifika opraHmn3aumm n ocyllecTsiaeHns obpasoBaTesibHON LeATeNbHOCTU Mo
OONONHUTENIbHBIM I'IpOCbeCCVIOHaJ'IbeIM nporpamMmmam.

9. MpoMexxyTo4Has aTTecTauus, NnpeaycMoTpeHHas y4ebHbIM NnaHoM, Jo/KHa BKIlOYaTb B cebsi pelleHne
TECTOBbIX 3a[laHWIA, CUTYaALMOHHbIX 3a[lay, 1eMOHCTPALNI0 YMEHUIA B COOTBETCTBIMN C COAEPXKaHNEM
MOZYJIS U MNaHUPYEMbIMU pe3ysbTaTaMu 06yyeHus. dopMa N KpUTEPUN YCMELHOrO NMPOX0XAEHNS
NPOMEXYTOYHON aTTeCcTaLMmn ONpeaensioTCs opraHu3aunei.

WToroBas aTTecTaums NpoBOAUTCS B (hOpMe, ONpeaeniseMoi opraH13aumnen, n BkatoyaeT B cebs pelleHne
TECTOBbIX 3aJaHWI, CUTYaLMOHHbIX 3afay, LeMOHCTPaLMI0 YMeHUiA. AToroBas aTTecTaums NpoBOANTCS s
OLIEHKM CTeneHn A0CTUXKeHNs 00yYaloLMMICS 3amnlaHUPOBaHHbIX pe3ybTaToB 0by4eHuns no Mporpamme 1
LO0/KHA BbISBNISATb TEOPETUYECKYIO U NPAKTUYECKYyo NoAroToBKy obyyatowerocs. Obyyatowmines
[OMYCKAeTCs K UTOroBOW aTTeCTaLWmn Npy YCNewHoM NPOX0oXAEHN MPOMEXYTOYHON aTTecTaLuy,
npeanycMoTPeHHON y4ebHbIM MIaHoM.

Ob6yyatoLmnincs, ocBomBLUMIA MporpamMmy 1 yCnewHo NpoweALwniA UTOroBY0 aTTeCcTaumio, nonyyaeT
OOKYMEHT 0 KBaJIM(UKALMN - YAO0CTOBEPEHME O MOBLILLIEHUN KBaUGUKaLum 8 .

8 MyHKT 1 4yacTtun 10 cTaTbn 60 PenepanbHOro 3akoHa Ne 273-93.

10. OueHo4Hble MaTepuanbl MNporpaMmmMbl HOPMUPYIOTCS OpPraHn3aunen 4aa NpoBeaeHNs TEKYLLEro
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KOHTPOJ151, NPOMEXYTOYHON aTTeCcTauun, UTOrOBON aTTecTauMm B COOTBETCTBMMN C COAEP)KAHNEM MOy e
N NNaHMpyeMbIMK pe3ybTaTaMu 0byyeHns. Ka)kaoe 3afaHne oLeHOYHbIX MaTepUanoB AO/MKHO BbITh
COOTHECEHO C pe3ysibTaTaMu 0by4eHuns, 05 OLEHKN KOTOPbIX OHO NMpefAHa3Ha4veHo.

MpruMep TeCcToBOro 3afaHuns

NHCTpyKuma: BoibepnTe 0gMH NpaBuibHbLIN OTBET

Bonpoc (3apaHune)

BapuaHTbLl 0OTBETOB
MpaBunbHLIN OTBET

Kogabl pesynbTaToB 0by4yeHns

CeKBeHUPOBaHNE 0e30KCUPUBOHYKIEUHOBOM KUCIOTLI - 3TOA)

PECTPVKLIMOHHOE KapTMPOBaHME 1e30KCUPUOOHYKIENHOBOW KNCIOThI

B

1.33

B)

NO3ULMNOHHOE KJIOHNPOBaAHME Oe30KCUPUOOHYKNENHOBOW KUCOThI

B)

onpepneneHne nocnenoBaTesibHOCTN HYKNeoTuna0B JJ,GSOKCVIpVIﬁOHyKJ'IGVIHOBOVI KNCJIOThbI
r)

BbICTPaNBaHWE KJIOHUPOBAHHBIX NMOCNE10BaTEIbHOCTEN B ONpeie/leHHOM Nnopsake

Mpumep cUTyauMoHHOWN 3a8a4un

VHCTPYKLUMA: 03HAaKOMbTECH C YyCNOBMEM 3afa4vn. Ha 0CHOBaHUM NOJyHEHHON MHDOpMaL MK gante
pa3BepHYTbIE OTBETHI Ha BOMPOCHI, MPUBEAEHHbLIE HMXKE.

Ycnosusa

My>X4uHa, 41 ron, 0bpaTNACA C LEeNblo YTOYHEHMS AMarHo3a: cnuHouepebennsapHas atakcus. Xanobsbi:
LIATKOCTb Npu xoabbe, HapyLleHne peyn, NoxyaeHne Ha 3 - 4 KunorpaMMa 3a nociedHue 2 roga (12
Kmnorpamm 3a 5 neT). CuntaeT cebs 60/bHbIM CO LIKOJIbHOIO BO3pacTa - 0TMeYaslack Jerkas WaTKoCTb Mpu
xonabbe, TPYAHOCTM NPU BbIMOJIHEHN HEKOTOPbLIX YNPaXKHEHUI (NPLIXKK Yepe3 Ko3na), HO BCeraa
3aHMMaNCs CnopToM. YXyaweHue ¢ 25 - 28 neT B BUAE peyeBblX HapyLLEeHWI - "3anneTalowmncs a3bik".
MenneHHoe nporpeccupoBaHue 3aboneaHns. CemenHbln aHamHe3: y oTua (70 neT) cxof4Hble CUMMTOMbI.
Mo AaHHbIM MarHUTHO-Pe30HAHCHOM ToMOorpadun FON0BHOMO MO3ra (MpeacTaBieHbl AaHHble oT 2020 roga,
2022 roga n 2023 roga): atpodma remmcdep Mo3xeyvka. EQUHMYHBIE 04aroBble N3MEHEHWS COCYANCTOro
reHesa. bes AMHaMuUKN. B HEBPONOrMYECKOM CTaTycCe: aTakCUs, CKaHAMPOBAHHANA peYb, NOANHEeNnponaTus,
MuMononagaHvue Npu BbIMNOJHEHWM MabLEHOCOBOM Mpobb!.

3apaHus

1. Kakon Tun HacnefoBaHUSA aTakCUM MOXXHO NPEeANoN0XNTb B JaHHOM Ciyyae?

2. Kakne 0cobeHHOCTY NaToreHHbIX BapUaHTOB XapaKTepHbl ANs AnarHo3a "Mo3xevykoBas atakcus"?

3. CocTaBbTe NJlaH MOJIEKYNSPHO-TEHETNYECKOr0 06Cief0BaHUSA MaLMeHTa.

4.Y naumeHTa BbiSIBJIEHA reTepo3nroTHas 3kcnaHcms annHon B 43 CAG noBTopoB B reHe ATXN1
(HOpManbHOe 3HaYyeHKe NOBTOPOB HAXOAUTCA B AMana3oHe OT 6 A0 39): KakMMy MeTogammn nccienoBaHns
MO>XHO BbISIBUTb AaHHbIA NATOreHHbIA BapuaHT?

5. Heobxoaumbl in [ONOAHUTENLHBIE NCCNIEA0BAHNSA NPOBaHAY WK YeHaM ero cemMmbn?

DTanoHblI OTBETOB

1. B naHHOM cny4vae npeanosiaraeTca ayTOCOMHO-AOMWHAHTHbBIA TUMN Hacnef0BaHusS.

2. MpUYnHOM aTaKCU YacTo ABAAIOTCA AUHAMUYECKNe MyTauun - MaTOreHHble BapMaHTbl, CBA3aHHbIE C
yBEANYEHNEM YMC/1a NOBTOPOB B FEHax.

3. MnaH MonekynspHo-reHeTnyeckoro obcnenosaHmsa bygeT coOCTONATb U3 HECKOJIbKMX 3TanoB: 1) nonck
3KCMaHCMI B YaCTbIX FeHaxX aTakCMI C UCMOSIb30BaHMEM MeTOoa MOJMMEPa3HON LIENHOW peakLmmn C
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aHasIM30M NOBTOPOB METOA0M 3/1eKTpPodhope3a B NOINaKpUIaMUaHoOM rene nnbo ¢ NCnosib3oBaHNEM
MeyYeHbIX NpaiMepoB 1 NPOBeAEHNEM (parMeHTHOro aHaan3a Ha reHeTUYeCKOM aHan3aTope; 2)
nccnefoBaHNe 3K30Ma WK NaHesn reHoB A5 NoUCKa TOYKOBbIX BAPMAHTOB M MabiX Aeneunin (MHcepuuin)
B reHax Hac/neACcTBEHHbIX aTakCUi; 3) XPOMOCOMHbIN MUKPOMATPUYHBIN aHanu3 nuav aHaans reHoMma gns
NMOMCKa NPOTSXKEHHbIX Aefielnin (MHCepLumin) B reHax aTakCui.

4. MNonumepasHas LenHas peakums - NpoBepka Ae30KCMPUOOHYKIEUHOBOW KUCAOThl-aMnangunkaTa
hnyopecLeHTHLIM METOAOM, NOAMMepPa3Has LienHas peakums ¢ MeyeHbIMy NpanMepamim - parMeHTHbIN
aHannM3, aHaJIn3 reHoMa Ha KOPOTKUX U Ha OJIMHHbIX MPOYTEHUSX.

5. NccnenoBaHme oTua npobaHaa ANs NOATBEPXKAEHMS cerperaumm 3aboneBaHns B CEMbE U
noaTBepXAeHNA gnarHo3a otua. ObcnegoBaHne KPOBHbLIX POACTBEHHMKOB MO OTLLOBCKOWN NHWW, UMEIOLLMX
nposBAeHns aTakcuu. MNpu noayyvyeHnn NHGOPMNPOBAHHOMO cornacus - obcnenoBaHne COBEPLUEHHONETHMX
6eccMMNTOMHbIX KPOBHbIX POACTBEHHMKOB NpobaHaa.

Koabl pesynbTaToB 0by4veHus: 1.32, 1.37, 1.39, 1.316, 2.34.

VI. OpraHusaunoHHo-Negarornyeckme ycnosumsa peannsaunm NMporpammel 9

9 MNyHKT 11 Mopsiaka opraHmMsaLmm 1 ocyLLecTBsieHNs 06pa3oBaTeNbHON AeATeNbHOCTY Mo
LOMOJIHUTENIbHLIM NPOthEeCCUOHAJIbHBIM MPOrpamMmmMam.

11. TpeboBaHMS K KaApOBbLIM YCNOBUAM peanim3aLuunm MNporpammbi:

Peannsaumsa MNporpammel obecnedvnsaeTcs paboTHNKaMu opraHmsauuy n (Man) amuamu, NpUBIeKaeMbIMu
Ha MHbIX YCJIOBUAX.

KBanudurkauus paboTHNKOB opraHn3aunm, peannsyrowmx MNporpammy, LO/KHa 0TBEYaTb
KBaJIN(PUKALMOHHBIM XapaKTepPUCTUKaM, YCTaHOBJIEHHbIM B EANHOM KBaNN(MKaLNOHHOM CNPaBOYHMKeE
LO/MKHOCTEN PyKOBOAUTENEN, CNELNasnCcToB 1 CAyXalmx, pa3gene "KsannpukaunoHHble
XapakTepuUCTUKN OO/MKHOCTEN PYKOBOAMTENEN 1 CNeLnanncToB BbiCLLIEro NpoecCnoHa bHOro n
LOMNONHUTENBHOIO NpodeccmoHanbHoro obpasosaHna”, yTBEPXXAEHHOM NpuKa3oM M1HMCTepCTBa
3[1paBOOXPaHEHNS 1 CouMaibHOrO pa3BunTusa Poccninckon ®egepaumn ot 11 suBaps 2011 r. Ne 1H 10, n
npogeccruoHanbHbIM CTaHZapTaM (Npy Hann4mm).

10 3apeructpmnpoBaH MUHUCTEPCTBOM toCTULMK Poccunckon ®epepauunm 23 mapta 2011 r.,
perncTpaumoHHbin Ne 20237, € U3MEHEHUAMU, BHECEHHBLIMU NPUKa3oM MUHUCTEpCTBa TPYAa U COLManbHoM
3awWmnTbl Poccuinckon ®epepaumm ot 25 aHBapa 2023 r. Ne 39H (3apernctpmpoBaH MUHUCTEPCTBOM
tocTuumm Poccuinckon ®epepaunm 27 despans 2023 r., perucTpaunoHHbln Ne 72453).

Jlekumu npoBoAATCA MMLAMUN, UMEIOLLNMU YHeHYI0 CTerneHb KaHauhaTa uin LOKTopa HaykK, Npu 3TOM
Nekumm Moaynsa 4 NpoBoAATCA NMUaMu, UMELWMMM aKKpeanTaLumo no ogHON 13 cneunanbHoCTen:
"AHecTe3nonorua-peaHumaTonorns”, "Ckopas MeanuMHCKas noMoLb", oCyLecTBASOWMMNA MeOULMHCKYIO
AEeATeIbHOCTb MO 0OHOW 13 cneumnanbHocTen: "AHecTe3unonorns-peaHmmaTonorus”, "Ckopas MeanumHCKas
MOMOLLL" N UMEIOLUMUN CTaX TaKoN AeATENbHOCTU He MeHee 3 feT.

He meHee 40% obbema 3aHATUIA CEMUHAPCKOro TUMa NPoBOASATCS AMLAMU, UMEKOLLIMMN YYEHYIO CTEMNEHb
KaHOngaTa nanm OOKTopa Hayk.

3aHATMA CEMUHAPCKOro Tuna Moayna 4 NpoBOAATCA B rpynmne obyyatowmnxca YNCAeHHOCTbI0 He 6onee 10
4yenoBeK Nnuamn, MMeLLMMM aKKpeanTaumnio No 0gHOW U3 crneumnansHocTen: "AHecTe3noorns-
peaHnMaTonorma”, "Ckopas MmeguumMHCKas NomMoLlb", oCyLLeCTBISIOWNMN MeOULINHCKYIO LeATeIbHOCTb Mo
0QHON M3 cneunanbHocTen: "AHecTesnonorusd-peaHnmatonorua”, "Ckopasa megmuUmnHCKas nomoLlb" n
UMELWMMN CTaX TaKON LeATesIbHOCTM He MeHee 3 feT.

12. TpeboBaHua K KagpoBoMy obecrnedyeHunto peannsauny Mporpammel B HaCTU NPaKTUYECKON MOATOTOBKMN:
3aHATMA CEMUHAPCKOro Tuna Moayns 2, npeaycMaTpusatoLline npakTUYECKyo NOArOTOBKY B COOTBETCTBUN
€ y4ebHbIM NaHOM, NpoBOAATCS B rpynne oby4aroLmxcs YNCAeHHOCTbo He Bonee 10 yenosek nuuamu,
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UMeLLUMI aKKpeanTaL Mo no oaHON 13 cneunansHocTen: "JlabopaTtopHas reHeTuka", "feHeTunka",
OCYLLECTBAAOLWMNMN MEOANLMNHCKYIO OEATENLHOCTb N0 OAHOWN N3 creumansHocTen: "JlabopaTopHas
reHeTuka", "Ml'eHeTUKa" N UMeLW MU CTaXX TAaKOW OEeATeNbHOCTM He MeHee 5 neT, uan AMuamMin, MMerLWwmumn
aKKpeguTaumio cneumanncTa no crneunansHocTy "buonorna”, ocyLecTBASIOWMMN COOTBETCTBYIOLLYIO
MeONLMNHCKYI0 OEATENbHOCTb Y UMEIOLMMIN CTaXK TaKoW OeaTeNbHOCTM He MeHee 3 fneT.

13. TpeboBaHMA K MaTepuabHO-TEXHUYECKOMY obecneveHunto peannsaumm Nporpammsi:

OpraHunsaumsa obecneynBaeT cobnogeHne cnepyowmnx TpeboBaHNn K MaTepuanbHO-TEXHNYECKUM
yC/i0BUAM peanm3aunm lNMporpaMmei:

Mogy b
TpeboBaHMA K MaTepranbHO-TEXHNYECKMM YC0BUAM peannsaunn Mporpammsi

Mogaynb 1. AKTyanbHble acneKkTbl OpraHn3aLmMm MegnmKo-reHeTuyeckonm nomowmnl, Hannyme y4ebHbix
ayAMTOPWIA NAOLWaAbo He MeHee 2,5 KB. M Ha 0HOIro 06y4atoLLerocs, OCHalLeHHbIX BUAEONPOEKLNOHHON
annapaTypon U HeorpaHWYeHHbIM AOCTYMOM K MH(POPMaLMOHHO-TENEKOMMYHNKALMOHHON CETK
"WHTepHeT".

2. Hannyne KoMnnekTa AMLEH3NOHHOIO NPOrpaMMHOro obecneyeHuns, BkatoyYas ceoboaHo
pacnpocTpaHseMoe, B TOM YMCJIe 0TEeYeCTBEHHOI0 NMPON3BOACTBA: OMepaLoHHasa CUCTEMA, TEKCTOBLIN
penakTop, peaakTop npeseHTauumn, yiebHas MeamumMHCKas MHPOPMaLMOHHaa cucTema.

Mopaynb 2. CoBpeMeHHbIe acnekTbl TabopaTOPHOW reHeTMYEeCKON ANarHOCTUKN HaceACTBEHHbIX 6onesHen
Mogaynb 3. MNpodurnakTnka HacneaCcTBeHHbIX 6osie3Hen. AKTyasibHble BOMPOChl HEOHATaNbHOrO CKPUHMHIA

Mogynb 4. CoOBpeEMEHHbIE TEXHOIOr MM OKa3aHWa MEeANLIMHCKOW NOMOLM B 3KCTPeHHoN dhopmel. Hannyne
y4ebHbIX ayaMTopniA NoLWabio He MeHee 2,5 KB. M Ha ogHoro oby4atoLlerocs, 0CHaLleHHbIX
BMLEOMPOEKLMOHHOWN annapaTypon 1 HEOrPaHUYEHHbIM AOCTYMNOM K MHGOPMaLMOHHO-
TesIeKOMMYHWKaLUMOHHON ceTn "UIHTepHeT".

2. Hannyne KoMnnekTa AMLEH3NMOHHOIO NPOrpaMMHOro obecneyeHns, BkatoyYas ceobogHo
pacrnpocTpaHsemMoe, B TOM 4YMCie 0Te4eCTBEHHOr0 NPOM3BOACTBA: ONepaunoHHasa cucTemMa, TeKCTOBbIN
pefakTop, peaakTop npeseHTaummn, yyebHas MmeanunHCKas NHPOPMaLMOHHas cucTema.

3. Hanun4yne TpeHa)kepoB (CMMyaTopoB) ¢ 0bpaTHOM CBA3bIO A1 OKa3aHUs MEANLMHCKON NMOMOLLM B
3KCTPEHHON hopMe, NO3BONALWMNX POPMUPOBATL CIeyoWME YMEHUS: ONPedeSIeHNe HaNN4mMa NpU3HakoB
XN3HWK; obecneyeHme NPoOXoLMMOCTI AblXaTe/bHbIX MyTeN; BPEMEHHAs OCTaHOBKA Hapy»>XHOro
KPOBOTEYEHNS; MPOBEAEHNE CEPAEYHO-NEr0YHON peaHMMaLMn U NOALEP XKAaHME MPOXOANMOCTH
AblXaTeNbHbIX NyTEN; NCNOSb30BaHNE aBTOMATUYECKOro Hapy >XHOro aenbpunnatopa; HanoxeHne
OKKJTI03MOHHOW (FepMETU3NPYIOLLLEN) MOBA3KWN NMPW PAaHEHUWN TPYLHON KNETKW; MPOMbIBaHNE XeNyaKa;
npuaaHve n nogaep>xaHue onTUMasbHOrO NOJIOXKEHUS Tesla NoCTPpadaBLUero B 3aBMCMMOCTM OT ero
COCTOSAHMA.

14. TpeboBaHMA K MaTepuasibHO-TEXHUYECKOMY 0becneyeHmnto peanunsauny Mporpammel B 4acTu
NnpakTU4yecKon NoaroTOBKN:

MpakTnyeckasa NoAroToBka obyyvatoLmxca npu peanmsaunm NporpaMmel obecnevnBaeTca NyTeMm mx
y4acCTus B OCYLLECTBEHNN MEANLNHCKON AeATENbHOCTU 11 B MEAULMHCKMX OpraHm3aumsax n (Mam) nHbix
OpraHu3aunsx, oCyLecTBASIOWMNX AeATeNbHOCTb B Chepe oxpaHbl 340p0BbSA FpaXkaaH B PoccmMinckom
depepaumnmn (ganee BMecTe - 6a3bl NPaAKTUYECKON NOArOTOBKM), COOTBETCTBYOLWMNX CIeAYOWUM
TpeboBaHuAM:

11 YacTb 4 cTaTbk 82 ®enepanbHOro 3akoHa Ne 273-03.

HaumeHoBaHMe MoayNieil, TeM, Pa3fiesnoB NPakTUKK
TpeboBaHWs K 6a3aM NpaKTUYECKOA NOArOTOBKM U NX MOLLHOCTYM B pacyeTe Ha 1 obyyatoLierocs npw
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peanusaunn MNMporpammsl
Mogaynb 2. CoBpeMeHHbIe aCcnekTbl TabopaTOPHOWM reHeTNYECKON ANArHOCTUKN HaceACTBEHHbIX 6onesHen

TeMbl, NpeayCcMaTpUBaloLLME NPAKTUYECKYIO NOAr0TOBKYOCYLLECTBEHNE MEANLNHCKON AeATENIbHOCTH,
npegycmaTpuBatoLLEN:

1) opraHusaumnto 1 BbiNosiHeHWe paboT (ycnyr) Npu okasaHUU Cneunasm3npoBaHHON MeQULMHCKON MOMOLLN
B YCJIOBMAIX AHEBHOro CTauuoHapa, n (uan) cneumanns3vpoBaHHON MeaMLIMHCKOM MOMOLLM B CTaLMOHAaPHbIX
YyCNoBuAX, N (MInM) NEPBUYHON Creunanm3npoBaHHON MeANLMHCKON NOMOLLM B YCJI0BUAX OHEBHOMO
CTaumMoHapa, 1 (Man) NepBUYHON CNeumann3npoBaHHON MeaNLIMHCKON NOMOLLM B aMBy1aTOPHbIX YC10BUAX
(Hann4ne CoOTBETCTBYIOLLEN NNLEH3UN) NO NAaBOPAaTOPHON rEHETUKE;

2) He MeHee 1 3aHATOW WTaTHOW eaANHULbI 4O/KHOCTN BpaYa-nabopaTopHOro reHeTuka, n (unm) Bpaya-
reHeTuka, u (nnn) bnonora Ha 5 obyyvatowmxcs.

15. TpeboBaHus K ncnonb3oaHuo 30 n AOT, yyebHo-MeToanYeckomy obecrnevyeHunio peannsaumm
MporpamMmbl:

Mo peLleHNto opraHM3auny nekLmn Npu peanmsaunm NporpaMmsl MOryT NPOBOAMTBLCA C UCMOJIb30BAHNEM
90 n OOT NONMHOCTbIO NN YaCTUYHO.

Mo pelueHnto opraHM3aumnmn 3aHATMA CEMMHAPCKOro TMna npu peanansauuy MporpaMmmbl MOFYT NPOBOAUTLCS
C ucnonb3oeaHnem 30 n AOT, ecnm 3To NPeayCMOTPEHO YYebHbIM NaaHoM.

Ncnonb3oBaHme 30 1 OOT npu NnpoBefeHN NPOMEXXYTOYHON N NTOFOBOW aTTEeCTaL M He AOMNyCKaeTCs.
Kaxxablin obyyatoLunincs B Te4eHne Bcero nepmoga obyyeHns gomkeH bbiTb obecnevyeH MHAMBUAYANbHbIM
HeorpaHMYeHHbIM OOCTYMOM K O4HOW NN HECKOJIbKUM 3NEKTPOHHO-6MBANMOTEYHBIM CMCTEMAM
(31eKTPOHHBLIM BMBNOTEKAM) N K SINEKTPOHHOW NMHOPMaLMOHHO-06pa3oBaTebHON Cpefe opraHu3aumnm,
DNeKTPOHHO-bubNnoTevHas cucteMa (3nekTpoHHasa 6mbanoTeka) U 3N1eKTPOHHAA NHGOPMALIMOHHO-
obpa3oBaTesibHasa cpefa LO/MKHbI 0becrneynBaTh BO3MOXXHOCTb AOCTyNa oby4vatowerocs n3 nobon To4Ku, B
KOTOPOMN MMEEeTCs A0CTYN K MHGOPMaLMOHHO-TENEKOMMYHUKALMOHHON ceTu "NHTepHeT", Kak Ha
TeppuTopuUN OpraHn3aumnmn, Tak U BHe ee.

MepeyeHb y4ebHbIX N34aHWIA, B TOM YNCJIE 3IEKTPOHHbBIX, MHbIX NHPOPMALMOHHLIX MaTepUanos,
HeobxoaunMbIX AN 0CBOEHWS [porpaMMbl, onpeaenseTcs opraHmu3aumnen CaMoCcTOATESbHO.

16. ®uHaHcoBoe obecneyeHne peanusaunm MporpaMmbl LOKHO OCYLLECTBAATLCA B 06beMe He HuKe
onpegeneHHoro B COOTBETCTBUM C BlogXeTHbIM KogekcoM Poccuinckon ®egepaumnm n degepanbHbeiM
3aKOHOM Ne 273-03,
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