IIpunoxenue 4

MUWHNCTEPCTBO HAYKHM U BBICIHIEI'O OBPA30BAHMSA POCCUMCKOW ®EJEPALINN

(eaepanbHOe rocyjlapcTBeHHOE AaBTOHOMHOE
oOpa3oBaTe/IbHOE yUpe)KJeHHe BhICIIero 00pa3oBaHMs_
«HanuoHaibHbIN HCC/Ie/JoBaTeTIbCKUil HKeropoackuii rocy/japCTBeHHbIN YHUBEPCUTET
uMm. H.W. JTo6aueBcKkoro»

VHCTUTYT OMOJIOTUHN U OOMeTUIUHBI

YTBEPXXIEHO

pelieHvem YyeHoro copera HHI'Y

npoToko/ Ne 10 ot 02.12.2024 1.

Pa6ouasi nporpaMma AMCLMIUITAHBI

I'eneTnka

YpoBeHb BhICIIETO 0Opa30BaHUs
OppuHartypa

HaripaBneHvie moAroToBKY / CeLUaIbHOCTh
31.08.30 - I'eneTHKa

HamnpaBneHHOCTb 06pa3oBaTeTbHON MPOrPaMMbI

dopma oOyueHUs
OYHast

r. Hwknauii HoBropog,

2025 rog Havasa rmoAroToBKU



1. Mecto pucyuninHsbl B cTpyktype OITIOII

HOuctunza B1.5.01 TeHeTrka oTHOCKTCS K 6a30BO# uacTi 00pa30BaTeIbHOM MIPOrPaMMBI.

2. IInanupyeMbie pe3y/ibTaThl O0yYeHHsI MO JAUCIUIVINHE, COOTHECEHHBbI€ C TUIAHUPYEMBIMH
pe3y/ibTaTaMH OCBOEHHsI 00pa3oBaTe/IbHOM mNporpaMmbl (KOMIETEHI[USIMH M WHAWKATOPaMH
AOCTYDKeHHsI KOMITeTeHI[Ui)

U 8KAIOUAIOWUX 8
cebs popmuposaHue
300p08020 0bpasza
JHCU3HU,
npedynpedcoeHue
B03HUKHOBEHUS U
(unu)
pacnpocmpaxeHus
3abonesaHull, ux
DAHHIOI0
OuazHOCMuKy,
8blsig/NIeHUe NPUYUH U
yenosuti ux
B03HUKHOBEHUS U
paseumusi, a makxice
HanpaesneHHbIx Ha
ycmpaHeHue
8peOH020 BAUSIHUSL HA
300posbe uenoseka
¢axkmopoe cpeodbi
e20 obumaHust

obpasa KHcusHu,
npedynpedcoeHue
803HUKHOBeHUs1 U (uau)
pacnpocmpaxeHust 3aboseeaHutl,
UX PAHHIO OUA2HOCMUKY,
8bls6/1eHUe NPUUUH U yCA08ULL UX
B03HUKHOBEHUS U pazeumusi, a
Makaice Hanpae/neHHbIx Ha
ycmpaHeHue 8pedH020 BAUSHUS
Ha 300posbe Hen06eKa
¢pakmopog cpedbi e20 obumaHus
Ymemb npogodumb Komnaekc
Mmeponpusimuil, HaNpaeneHHbIX
HA COXpaHeHue U yKpenjeHue
300po8bs U 8KIoUarouwjux 8 cebs
¢opmuposaHue 300po8o20
obpasa dHcusHu,
npedynpedxcoeHue
803HUKHOBeHUS U (u1u)
pacnpocmpaveHust 3a601e8aHutl,
UX paHHio OUa2HOCMUKY,
8blsig/IeHUe NPUYUH U yCA08ULl UX
B03HUKHOBEHUs U pazeumust, d
Makdice HanNpaeneHHbIx Ha
ycmpaHeHue 8peoOH020 8AUSHUS
Ha 300posbe Hen0eeKa
¢akmopog cpedbi e2o obumaHus
Bnadems coxpaHeHue u
YKpen/ieHue 300po8bs U
sK/mouarowux 8 cebs
¢opmuposaHue 300poeo2o
obpa3za KHcusHu,

dopmupyemsbie IInanupyemMbie pe3y/ibTaThl 00yueHus mo gucnuminde | HanMeHoBaHHe OI{EHOYHOIO CPEACTBA
KOMIIeTeHI{MH (Mofgyn0), B  COOTBETCTBMM C€ HHAUKATOPOM
(xof, cofep>kaHue | JOCTH)KeHHs KOMIIeTeHIIMH
KOMTIETEHIIVN) Nupukarop poctwkeHusi | Pesysbrarsl 00yueHust s Tekymiero | /ins
KOMIIeTeHI{MU 10 JUCIUII/INHE KOHTPOJIA MPOMEe)XKyTOUHOMH
(xog, cozieprkaHue ycreBaemMoCTH aTTecTanuu
VHAWKATOpa)
IIK-1: 2omogHocmb k| : He npedycmompeHo IIpakmuueckoe
ocywecme/ieHuto 3Hamb Komniekc meponpusimuil, | 3adaHue 3quém:
komniekca HanpaeneHHbIX Ha coxpaHeHue u | Pecpepam K
» OHMPOsbHbIE
Mmeponpusmutl,
YKpensieHue 300pogbsi U Tecm
HANPae/eHHbIX Ha 60npochbl
gKmouarowjux 8 cebs
coxpaHeHue u
yKpeneHe 300poebs ¢opmuposaHue 300pogozo
OK3aMeH:

KoumposnbHble
80NpoCh!




npedynpesicoeHue
803HUKHOBeHUSs U (u1u)
pacnpocmpaHetus 3abonesaHutl,
UX PaHHIOW OUAZHOCMUKY,
8blsig/eHUe NPUUUH U yCA08ULl UX
B03HUKHOBEHUS U pazeumusi, a
Makdice HaNpae/neHHbIx Ha
ycmpaHeHue 8peoH020 6AUSHUSA
Ha 300poebe ueno8exka

¢pakmopog cpedbi e20 obumaHus

ITK-2: 2omogHocmb k| : He npedycmompeHo IIpakmuueckoe
npogedeHuo 3Hamb, Kak ocyujecmensimb 3a0aHue 3quém:
npouaakmueckux nposedeHue npoguaakmuueckux | Pegpepam
KoumponbHble
MeOUYUHCKUX
MeOUYUHCKUX OCMOMPO8,
ocmMompos, 80NnpOoChl
ducnaHcepHoe HabaodeHue 3a
ducnaHcepuzayuu u
MU N HM
ocywecmenenuio 300p08bIMU NAYUEHMamu u 5
K3aMeH:
ducnarcepozo XpOHUUEeCKUMU 60/bHbIMU
HabaooeHus Ymemb camocmosimenbHO KOHmpO/Ibele
oyeHUmMb cmamyc nayueHma: 60npochl
cobpamb aHamHes, nposecmu
¢usukanbHoe obcaedosaHue,
npogecmu nepeuiHoe
obcnedosaHue cucmem,
Hamemumb 0bvem
00NnoMHUMe/bHbIX UCC/Ae008aHUL,
2PaMomHO OYeHUMb UX
pe3yabmamal, chopmyaupoeamnb
0uaeHo3, 3anoAHUMb
ambynamopHyio kapmy
Bnademb memodamu
06UWeKNUHUUYEeCKO20
o0bcnedosaHus,
uHmepnpemayueti pesyibmamos
1abopamopHbix,
UHCMPYMeHMAIbHbIX Memooos
duazHOCMUKU, A120pUMMOM
nocmaHoeKu ouazHo3a
IIK-5: 2omogHocmb k| : He npedycmompeHo Ilpakmuueckoe
onpedeneHuio y 3Hamb NnpuHYuNbl OUA2HOCMUKU | 3a0aHue 3quém:
nayuermos HO30/102UUeCKUX opm Tecm KOHMDOAbHbIE
namosnoauyecKux P
iy Ymemb ebisignamb - Kpumepuu 8ONDPOCH]
COCMosiHULl, p
duazHOCMUuKuU
CUMNMOMO8,
H UecKux
cundpomos 030/102uUecKux popm R
. v K3aMeH:
3a6onesanui, Bnademb memooukoil
HO30102UUECKUX nocmaosKuu Konmponbhbie
¢opm 8 0060CHOBaHUSA OUa2HO34A, 60npochl
coomeemcmauu ¢ duppepenyuansHol
MesicdyHapooHoli duazHOCTLKU
cmamucmuueckol
Kaaccugpukayueti

bone3Hell u
npob6/em, C83aHHbIX




co 300posbem

IIK-6: 2omogHocmb K | : He npedycmompeHo : IIpakmuueckoe

8e0eHUIO U /IeYeHUI0 3Hamb CuMNMoOMbl, CUHOPOMBbl, 3a0aHue Squém:

nayuenmos c MemoObl OUA2HOCMUKU U Tecm KoHMDOAbHbIE

HAacneocmeeHHbIMU p
/leueHUsl Hac1e0CMeeHHbIX

3a601e8aHuaMu 5 80NnpoChl
3abonesanutl

Ymemb 6uaeHocmuposamb u

Aeyumb HacnedcmeeHHble IK3ameH:

sa6oneeanus KoumposnbHble
Bnademb memodamu 801pOoChI
ouazHoCMuKu u
NleyeHus
HacneocmeeHHbIX 3a6o1esaHull
IIK-7: 2omosHocmb k | : He npedycmompeHo : IIpakmuueckoe
0Ka3aHuto MeouKo- 3Hamb npuHyunbl U 3a0aHue 3quém:
eeHemuveckou Memoodbl  OKA3aHUs Tecm
nomowju KoHumposnbHble
W MeOuKo- 2eHemuueckoil
80NpoChl
nomowju
Ymemb okasbleamb MeOuKo-
2eHemuueckyio nomouyb OK3ameH:
nayuenmanm Konmponbhbie

Bnademb Memooamu oKazaHus 80NpOChl

MeOuKo-2eHemu4ecKoli nomowju

3. CTpyKTypa M cojjep>XxaHue JUCLUI/IMHbI

3.1 TpyA0eMKOCTb AMCLUILITUHBI

oyHasn
O011as TPY/0EMKOCTD, 3.e. 23
Yacos 1o yue0HOMY IJIaHY 828
B TOM 4HCJIe
ayJUTOpHbIE 3aHATHSA (KOHTaKTHasi padoTa):
- 3aHATHA JIeKIMOHHOI0 THUIA 40
- 3aHATUS CEMHHAPCKOI0 TUMNA (MpaKTHYeCcKue 3aHATHSA / TabopaTopHbIe PadoThbI) 600
- KCP 3
caMocTosTe/IbHaA padora 149
IIpomexyTouyHas arTecTanusa 36
JK3ameH, 3a4éT

3.2. CozepxaHWe NUCIUIIIMHbI
(cmpykmypupogaHHoe no memam (paszoenam) C YKa3aHuem OmMBeO0eHHO020 HA HUX Ko/auuecmeda

akadeMuuecKux 4acos U 8uobl yuebHbIX 3aHamutil)

HanmMeHoBaHue pa3/ie/ioB U TeM AWCLIATUINHbI Bcero B TOM UMCIIe

(uacsr)

KonraxrHas pabota (pabota Bo CamocrosiTenbHast




B3aMMO/IefiCTBUH C MIPENofaBaTesieM),

Yachkl U3 HUX

3aHATUA
CeMHHapCKOro pabora
3aHATUA THNa o0yuarowerocs,
JIeKLIMOHHOTrO | (1IpakThyeckue | Bcero 1acet
TUMa 3aHsATHs/Mabopa
TOpHbBIE
paboThI), Yacel

b ¢ b b b

0 0 0 0 0
Mogyib 1. «IIpoBefieHre 06c/ieJoBaHusI MTALIMEHTOR B LIeJIIX BBIBIEHUS
BPOXK/J€HHBIX U (W) HaC/IeICTBEHHBIX 3a00/IeBaHNH 1 TIOCTAHOBKU 74 4 60 64 10
JIMarHo3a»
Mopynsb 2. «Ha3HaueHHe aTOreHeTUUECKOTo JIeUeHUsI U KOHTPOJIb ero
3¢ dexTHBHOCTH 1 6€30MIACHOCTH Y MALMEHTOB C BPOXK/€HHBIMU U (UJIH) 74 4 60 64 10
Hac/le[ICTBeHHbIMU 3a00/1eBaHNSIMID»
Mogyns 3. «IIpoBefieHHe MeJUKO-TeHeTUYeCKOro KOHCY/IbTUPOBaHUs
TALMEeHTOB C BPOXK/IeHHbIMH U (W/I1) Hac/leICTBEHHbIMH 3a00/IeBaHUSIMU M UX 74 4 60 64 10
PO/ICTBEHHHUKOB»
Mogyns 4 «IIpoBefieHre MeJULIMHCKUX SKCIIePTU3 B OTHOLIEHUY MallieHTOB C 52 2 40 0 10
BPOXKJ€HHBIMH 3a00J1eBaHUSAMH U (VM) HAaC/IeACTBEHHBIMHU 3a00/1eBaHUsIMI»
Mopyisb 5. «IIpoBesieHue ¥ KOHTPOJIb 3HeKTUBHOCTH MeJULIMHCKOM
peabuIMTaLK MALMeHTOB C BPOXKIeHHBIMU 1 (M/TM) HaC/Ie/[CTBeHHBIMU 74 4 60 64 10
3ab0/1eBaHMSIMH, B TOM YHMCJIe, TIPY peain3aliy UHAUBH/IyalbHbIX IPOrPaMM
peabuIUTaLu Wi abUIUTALIA MHBATHZ0B»
Mopynb 6. «OKa3aHue MeJULIHCKOM TIOMOLLY B SKCTPEHHOU opme» 74 4 60 64 10
Mopynb 2. «Ha3HaueHHe MaTOreHeTHUeCKOro JIeUeHHs1 U KOHTPOJIb ero
3¢ dhekTHBHOCTH 1 6E30MaCHOCTH Y MALMEHTOB C BPOXKJEHHBIMU U (U/TH) 84 4 60 64 20
Hac/le[ICTBeHHBIMU 3a00/1eBaHUSIMID»
Mogynsb 3. «[IpoBefieHre MeAUKO-IreHeTUUEeCKOT0 KOHCY/IbTUPOBAHUS
TALMeHTOB C BPOXK/IeHHbIMU U (W/I1) Hac/le/JCTBEHHbIMH 3a00/1eBaHUSMU M UX 84 4 60 64 20
PO/ICTBEHHUKOB»
Mopynb 4 «IIpoBefieHVe MeULIMHCKHX 9KCIIePTU3 B OTHOLLIEHHUH NalieHTOB C 84 4 60 64 20
BPOXK/I€HHBIMH 3a00/1eBaHHSIMU 1 (WJTM) HAC/Ie/ICTBEHHBIMH 3a00/1eBaHUSIMI»
Mogyns 5. «IIpoBesieHre ¥ KOHTPO/b 3(hdeKTUBHOCTH MeULIMHCKON
peabuIMTaLK MALMEeHTOB C BPOXK/I@HHBIMHU 1 (W/M) HAaC/Ie/[CTBeHHBIMU 84 4 60 64 2
3abo/1eBaHUsIMU, B TOM UKCJIe, TTPH Peann3aliii MHAUBUYAaIbHBIX IPOrpaMm
peabuIUTaLy WK aOUIUTAlY MHBA/IHZ0B»
Mopayins 6. «Oka3zaHue MeWULMHCKOW TOMOLM B SKCTPEHHOU dopme» 31 2 20 22 9
Arrecrarus 36
KCP 3 3
HWTtoro 828 40 600 643 149

COJJ[EP)KHHI/IE pPa3je/ioB U TeM JUCHUIIMHbI

Mopyns 1.

«HpOBEAEHI/Ie O6CJI€,Z[OB&1HI/IH TallMEHTOB B L€JIAX BbISAB/I€HUA BPOXKAEHHBIX U (I/IJ'[I/I) Hac/1eICTBEHHbIX

3a00/1eBaHUI U [TIOCTAaHOBKUA
JIarHO3a»

1.1 AHatomusi, DU3HOJOTHS B3POCIIBIX U AeTel B HOPMe, TTPU BPOXK/IeHHBIX U (WJTH) Hac/eJCTBeHHBIX

3a00/1eBaHUSIX, OCHOBBI SMOPHO/IOTUY M TEPATOIOTHH

1.2 OO61Me BOTIPOCHI OpraHU3aluy MeIULITHCKOM TTOMOIIIY TalfueHTaM C BPOXKIeHHBIMU U (WJIN)

Hac/ieiCTBEHHbIMU 3abo0/1eBaHUSAMU

1.3 CranaapThl IepBUYHOM CreLMaIu3MpOBaHHON MeUKO- CAHUTAapHOU MOMOLLIY, Clie[[uanu3upOBaHHOM, B TOM




YKC/le, BBICOKOTEXHOIOTUYHON MeUIIMHCKOM TTIOMOIIIN

HaCeJIeHWIO TI0 0Ka3aHWI0 MeIUITUHCKOM TTOMOIIH Mal[ieHTaM C BPOXKAE€HHBIMU U (M/T1) HAC/IeICTBeHHBIMU
3a00/1eBaHUSIMU

1.4 3ToNOTHS ¥ TIaTOTeHe3, MOJIEKYJISIPHbIE OCHOBBI, TTaTOMOP)O/IOTHSI, KTMHUYeCKasi KapTUHa,
K/1acCUUKaIYsA, TUAarHOCTHKA U JuddepeHiianibsHas JUarHOCTUKA, 0COOEHHOCTH TeUeHHS U UCXO/IbI,
TIPUHLWIIBI JIeUeHs] BpOXKAEHHBIX U (M) Hac/leICTBEHHBIX 3ab0/1eBaHNi U UX OCTIOKHEHUH C yUeTOM
BO3PACTHBIX 0COOEHHOCTEH

1.5 OCHOBBI FeHEeTHKH UeJIoBeKa: TUITbI Hac/ie[OBaHUS BPOXKAEHHBIX U (M/IH) HAC/IeJCTBEHHBIX 3a00/1eBaHHiA;
THUIbI MyTal[AOHHBIX U3MEHEeHUI TeHOMa, UX K/IaCCUGUKAIUS; TIPUHIIUITBI PACUETOB TEHETUYECKOTO PUCKA TIPH
BPOXK/IEHHBIX M (M/TH) HaC/Ie[ICTBEHHBIX 3a00/1eBaHUSIX C Pa3HbLIMU TUIIAMM HaC/eJOBAHUS

1.6 TIpyHLIMTIBI TeHeaToTHYeCcKOT0 aHa/k3a U OTpe/iesieHrs TUTA Hac/Ie0BaHUsI BpOXKIEHHOTO U (WJTH)
Hac/ieICTBEHHOTO 3a00/1eBaHMS

1.7 JIabopaTopHbIe MEeTO/IbI UCC/Ie/JOBAHUS /11 AMArHOCTUKY BPOXK/IEHHBIX U (MJTH) HAC/IeJCTBEHHBIX
3a0071eBaHUM, BK/TFOUAs IIUTOreHETHUECKKEe, MOJIEKY/IIPHO- [TUTOTeHeTHUECKHEe, MOJIEKY/ITPHO-TEeHETHUECKHE,
OMOXUMHUYeCKHe MeTO/[bl UCC/IeJOBAaHNH, MeJUITMHCKYE TTOKa3aHUs K MX Ha3HAUEHUIO

1.8 TIpUHLIMTIBI MHTEPIIPETALIMU Pe3y/IbTaTOB JJa00PAaTOPHBIX METO/IOB IMATHOCTUKY BPOXKAEHHBIX U (WITN)
Hac/ieICTBEHHBIX 3a60/1eBaHuM

1.9 VHCcTpyMeHTaIbHbIe UCCIIeIOBAHUS [/l AUATHOCTUKU BPOKAEHHBIX U (W/IM) Hac/ieICTBEeHHBIX 3a00/1eBaHUH
1.10 KnmuHnyeckre pekoMeHaluyy (IPOTOKOJIbI JIeYeHUs) 110

BOIPOCAM OKa3aHUsl MeIUI[UHCKOU TTOMOIIIY TIalJieHTaM C BPOXKIEHHBIMH U (M) HaC/Ie[CTBeHHBIMU
3ab0/eBaHUSAMU

Mopynb 2.

«Ha3HaueHMe MaToreHeTUUECKOTO JIeYeHHUsI U KOHTPOJIb ero 3QQeKTHBHOCTH 1 6e30MacHOCTH y MAjueHTOB C
BPOXK/IEHHBIMU U (W/TH) HaCJIe/[CTBEHHBIMU 3a00/1eBaHUSMID»

2.1 CtaH[apThl IEPBUYHOM CIEIUATU3MPOBAHHON MeIMKO- CAHUTAPHOM ITOMOIIH, CTIEIMaTU3UPOBAaHHOMN, B TOM
YKC/e, BBICOKOTEXHOIOTUYHONM MeTUITMHCKOU TIOMOITH TIAIIUeHTaM C BPOXK/IeHHBIMU U (WJTH) Hac/ieICTBeHHBIMU
3a00/1eBaHUSIMU

2.2 TTopsiioK OKa3aHWsI MeIUIMHCKOM TTOMOIIY TAIfieHTaM C BPOXK/I€HHBIMU U (WJIK) Hac/ieICTBeHHBIMU
3ab0/1eBaHUSIMU

2.3 KnuHanyeckre peKoMeH/1aluu (TIPOTOKOJIBI JIeYeHHs) TI0 BOTIPOCaM OKa3aHWsl MeJULIMHCKOW TIOMOIIN
MarjeHTaM C BPOXK/I€EHHBIMU U (W/IK) Hac/ieICTBEHHBIMU 3a00/1eBaHUSIMU

2.4 CoBpeMeHHbIe METO/IbI TUATHOCTUKU U JIEUeHUsI TIAIJUEHTOR C BPOXKAEHHBIMU U (U/TK) HacC/Ie[ICTBeHHBIMU
3ab0/eBaHUSAMU

2.5 MeTo/1bI MEZINKaMEHTO3HOTO JIeUeHUs Y TALIMeHTOB C BPOXK/I€HHBIMU U (/W) HAC/Ie/ICTBEHHBIMU
3ab0eBaHUSIMU

2.6 MeauirHCKYe TIOKa3aHUs U MeIULIMHCKYE TIPOTUBOTIOKA3aHMS K ITaTOreHeTUUeCKOMY JIEUeHHIO TIal[ieHTOB
C BPOXK/JIEHHBIMH M (/M) HAC/1eICTBEHHBIMU 3a00/1eBaHUAMU

2.7 MexaHu3M [IelCTBUS JieKapCTBEeHHBIX MperapaToB, B TOM UKc/ie 0paHHBIX JIeKapCTBEHHBIX TIperiapaToB, y
TIAI[MEHTOB C BPOXKJEHHBIMH U (WJTH) HAC/IeJICTBeHHBIMH 3a00/1eBaHUSIMU

2.8 HeoT/i0>KHBIE COCTOSIHYSI, BbI3BaHHbIE BDOXKJIEHHBIMU U (MJTH) HAC/Ie[ICTBEHHBIMU 3a00/IeBaHUSIMU, U
OKa3aHWe MeJMIIMHCKOM MTOMOIITY TIPU HUX

Mopayns 3. «IIpoBefieHVe MeUKO-TeHETUIECKOTO KOHCY/TbTUPOBAHHUS TIALIUEHTOB C BPOXK/IEHHBIMU U (WJTH)
Hac/ie/ICTBEHHBIMU 3a00/1eBaHUSIMH 1 KX POJICTBEHHUKOB»

3.1 TTopsiIoK OKa3aHUs MeAULIMHCKOM TTOMOIIH Tal[ieHTaM C BPOXKI€HHBIMH U (W) Hac/ieICTBEHHBIMH
3ab0/eBaHUSIMU

3.2 CTaH[apThI IEPBUYHON MeANKO-CAaHUTAPHOMN MTOMOIIH, CTIeI[Ha/TM3UPOBaHHON MeAUIIMHCKOM TTOMOIIH
MarjeHTaM C Hac/ie/ICTBeHHBIMU U (WJTH) BPOXKJeHHBIMU 3a00/1eBaHHsIMU

3.3 TToka3aHus K MPUMEHEHHUIO CIIeI[HaTbHBIX OMOXUMUUYECKUX, MOJIEKY/ISIPHO-TeHETHUECKUX,
LUTOreHeTUUECKUX METOZOB UCC/IeZI0BaHUS OO/TbHBIX BPOXKAEHHBIMU U (U/IM) HAC/IeICTBEHHBIMU
3a00/71eBaHUSIMU U UX POZICTBEHHUKOB



3.4 TTpyuHOUITEI PabOTEI C 3IeKTPOHHBIMUA UH(OPMAIIMOHHBIMY CUCTEMAaMHU T10 BPOXK/I€HHBIM U (W/N)
Hac/ie/ICTBEHHBIM 3a00J/1eBaHUsAM M BapUaHTaM Toc/iefioBateibHOCTH JTHK reHoMa yesioBeka

3.5 [IpyvHOUITEI TeHeaorHueckoro aHaaru3a; TpaBuiia COCTaB/IeHUs] POJOCIOBHON CeMbH MaljueHTOB C
BPOX/IeHHLIMU ¥ (MJIH) HacJie[CTBEHHBIMU 3a00/1eBaHUSIMH, 00IIENPUHSITLIE TpagruecKrie CUMBOJIBI /ISt
COCTaBJIEHHUSI POJIOC/IOBHOM

3.6 IIpuHLMITBI pacueTa reHeTUYeCKOT0 PUCKa C yUeTOM TUIa Hac/ie[loBaHHUsI BPOXK/IEHHOT0 U (1)
Hac/Ie/ICTBEHHOTO 3a00/IeBaHMUS

3.7 MeTo/ib1 TipeHaTabHOM Y TIPeUMIL/IaHTal[MOHHON

JTUAarHOCTUKY BPOXKJIEHHBIX U (U/M) HAaC/Ie[ICTBEHHBIX 3a00/IeBaHNH, MeJMIIMHCKIE TIOKa3aHUs K WX
TIpYMeHeHUI0

Mopyns 4

«[TpoBe/ieHre MeTUITMHCKUX KCITEPTH3 B OTHOIIEHUU TIALIMEHTOR C BPOXKIEHHLIMH 3a00/1eBaHUSMU U (U/TH)
Hac/ieICTBeHHBIMU 3a00/1eBaHUSIMI»

4.1 MeuIMHCKYe TI0Ka3aHUs [I/Is1 HallpaBJ/ieHUs MallieHTOB, MMEIOIIUX CTOMKOoe HapyllleHHe QYHKIWNU OPraHOB
Y CUCTeM OpPraHOB, 00yC/IOB/IEHHOe BPOXKeHHBIMH U (MJTK) Hac/ieJCTBeHHBIMU 3a00/1eBaHUsIMUA Ha MeIUKO-
COLIManbHYI0

3KCIepTu3y, TpeboBaHMs K 0OPMIIEHHUIO MEAULIMHCKOHN JOKyMeHTaru1

Mopysib 5.

«[TpoBefieHre U KOHTPOJIb 3 GEKTUBHOCTH MeAUIIUHCKON peabuIUTalliK MAl[UeHTOB C BPOXK/I€HHBIMU U (H/TN)
HaC/IeZICTBEHHBIMU 3a00/1eBaHUSIMH, B TOM UHUCJIe, P PeaTr3alii UHAUBUYaIbHBIX TIPOrPaMM peadu/TUTaLiH
Wy abUIMTaliyd UHBATHAZIOBY

5.1 OCHOBBI MeAMIIMHCKOM peabuINTaL[|K TIAL[eHTOB C BPOXKeHHBIMU U (MJTH) Hac/leJCTBEHHBIMU
3a00/1eBaHUSIMUA, UMEFOIIMX UHBATUTHOCTD

5.2 MeTo/ibl Me[JULIUHCKOW peabuIUTaIUY Mal[UeHTOB C

BPOX/IeHHbIMU ¥ (M/T1) HacJie[CTBEHHBIMU 3a00/1eBaHUSIMU, UMEIOIINX WHBAIUAHOCTh

5.3 Crioco6pl peJjoTBpallieH st WK YCTPaHEeHUs! OCTIO’KHEeHUH, TOOOYHBIX [IeWCTBUH, HeXKeslaTe/TbHbIX peakLyi,
B TOM UHCJIe Cephe3HbIX U HeTIpe/IBU/IeHHBIX, BOHUKIIMX B Pe3y/bTaTe MePOTIPUATHIA peabuIUTarium
TMal[MeHTOB C BPOXKJEHHBIMU U (W/IK) Hacse[CTBEHHBIMU

3ab0/1eBaHUSIMU

Mopyis 6.

«OKazaHue MeIULIMHCKOM TTIOMOIIU B SKCTPEeHHOU (opme»

HpaKTI/I‘—IECKI/Ie 3dHATHA /]IaGOpaTOpHLIe paGOTbI OpraHM3yroTCd, B TOM 4uc/e, B d)opMe HpaKTquCKOﬁ
MMOoAroToOBKH, KOTOPpas IMpeayCMaTPpUBAET yddCTHe OGy‘—IElI-OLL[I/IXCH B BBIIIOJIHEHHMKU OT/AEJ/IbHBIX 3JIEMEHTOB

paboT, CBsI3aHHBIX C OyAylel TpodecCcOHaMbHOM /1esITeTbHOCTBIO.

Ha mpoBefieHre mpakTHUeCKWX 3aHSATHM / jlabopaTopHbIX paboT B (opMe MpPaKTHUYeCKOM MMOArOTOBKU

OTBOJWTCS: o4Hasi popma obyuenus - 20 u.

4. YueOHO-MeTOAMUeCKOe 00ecrieyeHHe CaMOCTOSITe/TbHOW Pad0ThI 00yJaroUXCs

CamocrosiTennbHasi paboTta oOyuarouuxcsi BK/IIOUaeT B ceDOsi MOATOTOBKY K KOHTPOJIBHBIM BOITPOCAM U

3d/ldHUAM [ TE€KyLlero KOHTPOJIA H HpOME)KYTOHHOﬁ daTTeCTalldyi 10 MTOraM OCBOEHHS AUCHHII/IMHBI

TIPUBE/JIeHHBIM B II. 5.

[nst obecrieueHrst CaMOCTOSITENTBHOM PabOTHI 00yUarOLMXCS UCTIONB3YHOTCS:
DNeKTPOHHBIE KYPChI, CO3/IAHHBIE B CHCTEME 371eKTpoHHOTr0 00yuenuss HHI'Y:

I'eHeTuka, https://e-learning.unn.ru/course/view.php?id=3118.



WHble yueOHO-METOAMUECKHE MaTepHAJIbI:

TeKyI1ii KOHTPOJIb YCIIEBA@MOCTH PpealM3yeTcss B paMKax CEeMHUHApCKUX 3aHATHH.
ITpomeskyTouHasi aTTecTalysi OCyL[eCTB/ISIeTCS Ha 3aueTe U IK3aMeHe.

TeKkyl1ii KOHTPOJIb YCTIeBaeMOCTH peanin3yeTcs B PaMKax 3aHSITUN CeMUHApCKOTO THIIa.

O6pa3oBarenbHble TEXHOJIOTUN

B npotjecce ocBoeHUs AUCLMITIMHBI UCIIO/BL3YIOTCS CleAytolye obpa3oBaTenbHble TEXHOIOTUH:
JIeKLIUM C UCII0/Ib30BaHUEM MYJ/IbTUMeIMIHBIX CPeJICTB MOoAepKKU 00pa30oBaTe/IbHOTO MPOLiecca;
JIeKLMH € Ipo6/IeMHBIM M3/10’KeHeM yueOHOro MaTepuasa; perjiaMeHTHpOBaHHast CaMOCTOSITe/IbHAS
JlesTeJIbHOCTh OpPJMHaTOPOB; CeMUHAphI, IPaKTUUeCKHe 3aHATHs, TOAr0TOBKA U 3aluTa pedepara,
TeCTUPOBAHUe.

ITpome)xyTOUHOU aTTecTalel SBISeTCS 3a4eT B 1 ceMecTpe, SK3aMeH BO 2 ceMeCTpe.

YuebHO-MeTOUeCKOe 0becrieueHre CaMOCTOSITe/TbHOM PaO0ThI 00y UarOIIAXCST

CamocrosiTenibHast paboTa HarpaB/ieHa Ha U3y4eHue BCeX TeM, PACCMOTPEHHbIX Ha JIEKLIUSIX U
3aHATHSX TIPAKTHUECKOro Tura (cormacHo Tabimie «CoepyKaHue AUCLUIIIMHBD ) ¥ BKJTFOUaeT paboTy
B UMTAILHOM 3ajie OMOMOTEeKH U B ZIOMALITHUX yCIOBUSIX, C IOCTYTIOM K pecypcam VIHTepHeT, a Takxke
TOAT0TOBKA 00yuUarommMucs pedeparos.

Llesib caMoCTOSITENTBHOM PabOTHI - TIOATOTOBKA COBPEMEHHOT'O KOMITETEHTHOTO CTIeL[HasIiCTa U
¢dopmrpoBaHre CriocOOHOCTel 1 HABBIKOB K HEIPEePHIBHOMY CaM000Opa30BaHHUIO U
nipoeCcCOHATbHOMY COBEpILIEeHCTBOBAHUIO.

CamocrosiTenbHas paboTa siBisieTcsi HanboJiee /iesiTe/TIbHBIM M TBOPUECKUM TIPOLIeCCOM, KOTOPBIH
BBITIOJTHSIET PSifi AUAAKTUUECKUX (PYHKIHIA: CIIOCOOCTBYET (hOPMUPOBAHUIO AUAIEKTHUECKOTO
MBIIIJIEHHS], BEIpaOaThIBaeT BHICOKYIO KYJ/IbTYPY YMCTBEHHOTO TPY/id, COBEPIIEHCTBYET CIIOCOOBI
OpraHM3al[|uM TI03HABaTeIbHOM /IesiTe/TbHOCTH, BOCITUTHIBAET OTBETCTBEHHOCTb, 11e/1eyCTPeM/IEHHOCTb,
CHCTEMaTHUYHOCTb U M0C/IeZJ0BaTe/IbHOCTh B paboTe

CTY/IeHTOB, Pa3BUBaeT y HUX OepeXXHOe OTHOIIEHHE K CBOEMY BPEMEHH, CTIOCOOHOCTh JOBOAUTD 10
KOHIIa HayaToe /1eJ1o.

. M3yueHue MOHATUMHOTO arnrapaTa AUCLUITTUHBL

Bcsi cucTeMa MHAVMBUYaTbHOM CaMOCTOSITE/TbHOM pabOoThI 0/KHA ObITH MTOAUMHEHA YCBOEHHIO
TIOHSITUMHOTO arrapara, MOCKOJIbKY OHOM U3 BaXKHEHIIINX 3a/]au TIOATOTOBKA COBPEMEHHOTO
IPaMOTHOTO CIEL[Ua/IMCTa SB/ISIETCS OBJIaJIEHHE U IPaMOTHOe TIpUMeHeHHe TpodeCcCroHabHOM
TEPMHHOJIOTHH. JIyullieMy yCBOEHHIO ¥ TIOHUMAHHUIO JUCLIUTUTUHBI TIOMOTYT YUeOHUKH, MOHOTPahuH,
CMPABOYHUKHU Y MIHTEPHET-PECYPChl, YKa3aHHbIE B CITUCKE JTUTEPATYPhl.

. M3yueHne TeM CaMOCTOSITeIbHOM MOATOTOBKH U MOJTOTOBKA pedepata.

Ocobo0e MeCcTo OTBOJJUTCSI CAMOCTOSITE/TbHOM MPOpab0TKe OpJUHATOPAMH OT/IE/IbHBIX Pa3/e/ioB U TEM
TI0 M3yuaeMoU JUCLUIUINHE. B X0/e caMoCTosITeNIbHOM PaboThl OPIUHATOPBI MUIIYT KOHCIIEKTHI TI0
Ka)X/[0M M3 TeM JAMCIUI/IMHBI, UTO CITIOCOOCTBYET yBe/IMUeHHI0 00beMa 3HaHUH, BbIPAOOTKe YMEHHUH 1
HABBbIKOB BCECTOPOHHETr0 OBJIaZIeHUs CI0CO0aMU U MprUeMaMu NpogeCCHOHATBLHOM AesTeTbHOCTH.
TeMsI 7151 CAMOCTOSITe/TBHOTO U3yUYeHUsT:

1. TepMHUHOJIOTHSI OTTUCAHUSI MUKPOAHOMAWH U BPOXKAEHHBIX TIOPOKOB PAa3BUTHS y UesloBeKa

2. MeauLMHCKME TIOKa3aHUsl M MeIULIMHCKHUe TTPOTHBOIIOKA3aHHUS K UCTI0b30BaHUIO
WHCTPYMEHTAJIbHBIX UCC/IeIOBAaHMH Y TTAIJMeHTOB C BPOXKJEHHBIMU U (M/IH) Hac/ie/[CTBEHHBIMU
3ab01eBaHUSIMU 1 COCTOSIHUSIMH, TPEOYIOIIMMYU YTOUHEHHUsT IUarHo3a, C y4eTOM BO3pPaCcTHBIX
ocobeHHOCTelH

3. MesxayHapoHas Knaccudukarus 6one3neir MKb



4. [TpUHLIUTIBI PUMEeHEeHUsT MeIULIUHCKUX U3Ze/THH, 1edueOHOro MUTaHKUS y TaleHTOB C
BPO>KJeHHBIMU U (M/TM) HaC/Ie/[CTBeHHBIMU 3a00/IeBaHUSMU B COOTBETCTBUH C JIeHCTBYIOIIUMU
TopsiIKAMU OKa3aHUsi MeIULUHCKOW TIOMOL[H, KTMHUUECKUMU peKoMeH/AalusiMU (TIPOTOKO/IaMU
JleyeHust) TI0 BOTIPOCAM OKa3aHUsi MeJULIMHCKOM MOMOILIM, C yUeTOM CTaHAAapTOB MeJULIMHCKOMN
TIOMOILA

5. Crioco6bI TTpeIOTBpAIL[eHUs WK YCTPAaHEeHUsT OCJIOKHEHUH, TTOOOUHBIX IeHCTBUMH,
He)KeslaTe/TbHbIX peaki[ii, B TOM UHC/Ie Cepbe3HbIX U HeTpeBU/[eHHbIX, BO3HUKILUX TIPU
o0csielOBaHUM WU JIeUeHUH TIalIMeHTOB C BPO>KIEHHBIMU U (W/I1) Hac/eJCTBeHHbIMU 3a00/1eBaHUsIMU
6. [TpuHLMIIBI TPOBeeHUs AUCTIaHCePHOTO HaOTI0IeHus 3a MaljieHTaMy C BPOXKeHHBIMU U
(v1) Hac/IeICTBEHHBIMU 3a00/1eBaHUSIMUA B COOTBETCTBUH C /I€HCTBYIOIUMU HOPMAaTUBHBIMU
TIPaBOBBIMU aKTaMU ¥ UHBIMU JJOKyMeHTaMH

7. [TopsiIoK BBIJAUM JIMCTKOB HETPY/IOCIIOCOOHOCTH Y TIAIIMEHTOB C BPOXK€HHBIMU U (WJTH)
HacJieICTBeHHBIMU 3a00/1eBaHUSIMUA B COOTBETCTBHH C IEHCTBYIOL[UM 3aKOHO/IaTe/TbCTBOM
8. MeuIIMHCKYE TIOKAa3aHUS U MeULIMHCKYE TIPOTUBOIMOKA3aHUs K peabuIUTalMOHHbBIX

MEPOTIPUSITHN y TIAIJUEHTOB C BPOXK€HHBIMH U (U/TM) Hac/le/ICTBEHHBIMU 3a00/1eBaHUSMH, B TOM UHCJIe
VH/IMBU/Tya/TbHOM TTPOTpaMMbl peabUIMTaI[i U abUIUTal[Ui MHBATNU/IOB

9. MeauiLMHCKME TIOKa3aHUs K 1ab0paTOPHBIM Y MHCTPYMEeHTAaIbHbIM MCC/IeZ0BaHUSIM TaljieHTOB
13 IPYIII PYCKA, BBISIBJIEHHBIX TTPU CKPUHUHTe, POJCTBEHHUKOB MallMeHTOB C YCTaHOBIeHHbIM
JIMarHO30M BPOJKAE€HHOTO U (WM/I1) Hac/leICTBEHHOTO 3a00/1eBaHus, a TaKKe 3[[0POBBIX JIUL] C
N0/l03peHreM Ha HOCUTe/IbCTBO NaTOreHHbIX MyTaLiil B reHe

10.  TIpaBuia odopmieHUss MeJUIIMHCKOM JOKYMEHTAI[MU B MeIULMHCKUX OpPraHu3alusX,
OKa3bIBAKOIIMX MeJULIMHCKYIO TTIOMOILL[b TIal[ieHTaM C BPOXK/IeHHbIMH U (W) Hac/leACTBeHHbIMU
3abo/1eBaHUsIM, B TOM 4KCJie B (popMe 3/IeKTPOHHOTO JOKYMeHTa

11.  [lpaBua npezfocTaB/ieHHs MeUKO-CTaTUCTUUECKUX [T0Ka3aTesiel /il oTYeTa O JeATellbHOCTH
12.  [Jo/mkHOCTHBIe 0653aHHOCTH MeJULUHCKAX PaOOTHUKOB B MEAULIMHCKUX OpPTaHU3aIUsIX
MeJJMKO-TeHeTUUeCKOro Npogus

OO61ue TpeboBaHus K oopmieHuto pedeparTos.

TexkcT pedepaTa fo/KeH ObITH 0dopMieH B cooTBeTcTBUM ¢ TpeboBaHusmu ['OCT, ocHOBHBIE
TI0JI0)KeHUsI KOTOPOTO 37ieCh ¥ BOCTIPOU3BO/SITCS.

OO0 065eM paboTsl - 20—30 cTpaHUI] IeUYaTHOro TeKCTa (C YU4ETOM TUTY/IBHOTO JIUCTA,
CoJiep>KaHusl M CITUCKa JIuTepaTypbl) Ha Oymare opmaTa A4, Ha OIHOM CTOPOHE JIUCTa. TUTYJTBHBIN
micT oopMIISIeTCs TI0 YKa3aHHOMY 00pasily.

B TekcTe J0/KHBI KOMITO3UI[MOHHO BhIZIEATHCSI CTPYKTYPHBIE YaCcTH paboThl, OTpaXkaroliye CyTh
WCC/IeIOBaHMS: BBe/leHMe, OCHOBHAsI YaCTh U 3aK/TFOUEeHHe, a TAK)Ke 3ar0JIOBKU U 110/13ar0JI0BKH,
KOTOPBbIE [IOJDKHBI UIMEeTh CBOO HyMepal[Hio.

Llenbto pecdepaTBHOM pabOTHI SIB/sIeTCS PHOOPeTeHNe HAaBBIKOB PabOTHI C JIUTepaTypou, 00001eH s
JIUTEPATyPHBIX UCTOYHUKOB U MPAKTHUECKOT0 MaTepHaa 1o TeMe, CioCOOHOCTH rPAMOTHO M3/1araTh
BOTIPOCHI TE€MBI, /1e/IaTh BbIBOABI.

PedepaT j0/DKeH cofiep>Kath:

TUTYJIbHBIWA JTUCT (CMOTPH B KOHL[e JOKYMEHTa),

orJiaBjieHue,

BBeJleHNe,

OCHOBHYIO YacThb (pa3zerbl, 4acTh),

BBIBO/IbI (3aK/IFOUMTe/IbHAsE YaCTh),

TIPUJIO>KEHUS,



HPOHYMepOBaHHbIﬁ CITMCOK MCIIO/Ib30BaHHOM JINTEPATYPHL (He MeHee 2-X
I/ICTO‘{HI/IKOB) C YKa3aHHMEM dBTOPd, Ha3BaHHsA, MeCTd U31dHUA, U34aTE/IbCTBA, I'04ad
H3aHus.

5. @®oHJA OLEHOYHBIX CPEJCTB /I/Ii TEKYIero KOHTPO/IA YCIeBaeMOCTH W HNPOMEXYTOYHOM
aTTecTali Mo JUCIUILIMHE (MO/Y/II0)

5.1 TunoBble 3ajjaHusA, HEOOXOAUMBIE /I OLEHKH Pe3y/JbTaTOB 00yuyeHHs NPH HPOBeJeHHH
TeKYILero KOHTPOJIsl yCIieBaeMOCTH C yKa3aHHeM KpUTepHeB X OLleHUBaHMSA:

5.1.1 TunoBbie 3agaHusa (ouLeHOUHOe cpeAcTBO - IIpakTHueckoe 3ajaHue) /i1 OLEHKHU
chopmupoBanHocTa KommereHuu ITK-1:

1. TTpoBecTH OlIeHKY MPOTHO3a BO3MOXKHBIX BPOXK/IE€HHBIX U (W/IM) HaC/eICTBEHHBIX 3a00/1€BaHUM Y IIOTOMCTBA
B CeMbSIX MAI[MeHTOB C BPOKJEHHOM U (W/IK) Hac/eJCTBeHHOMN MaToJIorHel, a TakxKe y 370POBBIX HOCUTe el
MaTOTeHHBIX MyTallUi B reHax MyTeM pacueTa reHeTHUeCKOro pUcKa (TIaTo/IoTHs 10 BEIOOPY IperojaBaresis).

2. Pa3paboTarth 1iaH POQUIaKTUYeCKUX MEPOTIPUSITHH 110 TTPeyTIPeX/eHUI0 BPOXKIEHHBIX U (UJTH)
Hac/ie/ICTBEHHBIX 3a00/1eBaHUN B CEMbe TAlMeHTOB C BPOXKEHHBIMU (WJ/TH) HaC/1e/ICTBEHHLIMU 3a00/1eBaHUMH,
a TaKXKe Y 3/[0POBBIX HOCUTE/IEH MaTOreHHBIX MyTal[ii B reHaX, BK/IFOUast TpeHaTa bHy 0 U (1K)
TPeUMITIaHTAL[MOHHYO0 IUarHOCTUKY, B COOTBETCTBUU C MOPSAJKaMU OKa3aHUs MeJAULIMHCKOM TOMOIIH,
K/IMHUYeCKUMH PeKOMeH/Ial[UsIMU (ITPOTOKO/IaMU JIeueHHs ) TI0 BOIIPOCaM OKa3aHUsI MeIUI[UHCKOU TTIOMOIIIH, C
YUeTOM CTaH/[apTOB MeUIIMHCKOU TTOMOIIH (TIaTOJIOTHS TI0 BBIOOPY MperoiaBaTeris).

5.1.2 TunoBble 3ajaHus (omeHOUYHOe cpeAcTBO - IIpakTHyeckoe 3ajaHue) AJA OLIEHKH
copmupoBanHocTu KomnereHuuu [TK-2:

1. CocTaBUTH IJ1aH TI0 OpPraHW3al[ui CKPUHWHTA Ha BPOKAEHHbBIe U (U/M) Hac/IeJCTBeHHbIe 3a00/1eBaHus, B TOM
YKC/ie CKpUHUHTa 6epeMeHHbBIX Ha BPOJK/I€HHBIE TOPOKU PAa3BUTHS U XPOMOCOMHbBIE aHOMAJIUHU Y TII0/A,
MaccoBoro 00csie/JoBaHUsI HOBOPOXKJIEHHBIX JleTell Ha Hac/ie[|CTBeHHbIe 3a00/1eBaHus, TPENMIIaHTAl[MOHHOTO
CKPUHHHTA B TIPOrpaMMax BCIIOMOTaTe/TbHBIX PEMPOIYKTUBHBIX TEXHOJIOTHM, a TAKXKe 00C/e/JOBaHUS UEHOB
CEMBH TMAI[UEHTOB C YCTAHOBJIEHHBIM JJUAarHO30M BPOKAEHHOTO U (M/TH) HAC/IeJCTBEHHOT O 3a00/IeBaHus U
3/I0POBBIX HOCUTEJIel MaToreHHbIX MyTallkii B reHax.

2. OnpesieUTh MeJULIUHCKHUE TIOKa3aHKUs K MTPOBeZIeHHI0 Tab0paTOPHBIX U (UIK) HHCTPYMEeHTa/TbHbBIX
MCC/IeZIOBaHMM NalMeHTOB U3 IPYII PHCKa, BbISIBIEHHBIX TIPH CKPUHUHTE, B TOM YHC/Ie CKDUHUHTe OepeMeHHbIX
Ha BPOJKZIeHHbIe TIOPOKY Pa3BUTHs 1 XPOMOCOMHBIE aHOMA/IUH Y TI/I0/ja, MacCOBOM 00c/ie/loBaHIN
HOBODOJK/IEHHBIX [ieTeli Ha Hacie[CTBeHHbIe 3a00/1eBaHusl, TIPeUMITJIAHTAlJMOHHOM CKPUHUHTE B IPOTPaMMax
BCTIOMOTaTe/bHBIX PENPOAYKTUBHBIX TEXHOJIOTHH, a TakKe MpY 00C/1e[0BaHIH U/IeHOB CEMbH TIAL{EHTOB C
yCTaHOBJIEHHBIM UarHO30M BPOK/I€EHHOTO U (M/T1) HaC/Ie[ICTBEHHOTO 3a00/IeBaHusI, a TaK)Ke 3/[0POBBIX JIUL] C
T0Zl03peHNeM Ha HOCUTE/ILCTBO MAaTOreHHbIX MyTaljiii B reHax (I1aToJIOTHs 110 BIOOPY IperiojiaBaresis).

5.1.3 TunoBble 3ajaHus (oneHo4yHoe cpeacTBO - IIpakTHueckoe 3ajaHue) /ISl OLIEHKH
copmupoBanHocTu KomnereHuu ITK-5:



1. [TpoBecTy reHeanornyecKuii aHaan3a Ha OCHOBaHUM CeMEeNMHOr0 aHaMHe3a B 1]eJIsIX YCTaHOB/eHUs U (1)
YTOUYHEHHUsI IMarHo3a BPOXKJEHHOT0 U (M/TH) Hac/ieICTBEHHOTo 3a00/1eBaHus.

2. CocTaBMTSh TU1aH 1a60pPaTOPHBIX M MHCTPYMEHTAIbHBIX UCC/IeZI0BaHKH TALIMeHTOR B 1[eJIIX YCTaHOBIEHUS U
(M) yTOYHEHUs [UarHo3a BPOXKAEHHOTO U (M/TH) Hac/ie[CTBEHHOTO 3a00J1eBaHus.

5.1.4 TumnoBble 3ajaHus (oueHOYHOe cpeAcTBO - IIpakTHYeckoe 3ajaHue) AJIA OLIEHKH
chopmupoBanHocTa KommereHuu ITK-6:

1. Pa3zpaboTaTh M1aH MaTOreHeTHUECKOT0 JieueHHs TIAlIUeHTOB C BPOXK/IeHHBIMU U (W/TH) Hac/ie/[CTBEHHBIMU
3a00/71eBaHUSIMU C YUETOM [TUArHO3a, BO3pacTa U KIMHUYECKOW KapTHHBI, B COOTBETCTBUU C TIOPSITKaMHU
OKa3aHusI MeULIMHCKOMN MOMOIIY, KITHHUYeCKUMH PeKOMeHAalUsIMY (TIPOTOKO/IaMU JIeYeHHsT) TI0 BOTIPOCam
OKAa3aHHUs MeJIMIIMHCKOM MOMOIIIH, C YUYeTOM CTaHJAPTOB MeJUIIMHCKOW TIOMOIIHU (TTaTOJI0THS TI0 BBIOODPY
Tripero/iaBaresisi).

2. Hamucats riaH Ha3HaueHHe JIeKapCTBeHHbIX MPerapaToB, B TOM UKC/Ie OphaHHbIX, MeAULIMHCKUX U3ZeTUi 1
neyeOHOTO MUTAHUS TIALIMEHTaM C BPOXKAEHHBIMU U (MJIH) HAC/IeCTBeHHBIMU 3a00/1eBaHUSIMU B COOTBETCTBUH C
TIOpsi/IKaMH OKa3aHUsI MeJUL{THCKOM TIOMOLIY, KTMHUYeCKUMU peKOMeHJaLUsIMU (TTPOTOKOJIaMHU JieueHwst) 10
BOIPOCAM OKa3aHUsI MeJULIMHCKOM MOMOLLH, C YUeTOM CTaH/apTOB MeAUIIMHCKOW MOMOILH (T1IaTOJIOTHS TI0
BBIOODY TIperiofiaBareis).

5.1.5 TunoBbie 3agaHusa (oueHOuHOe cpeAcTBO - IIpakTHueckoe 3ajaHue) /i1 OLEHKHU
chopvupoBanHocTa KomnereHuu ITK-7:

1. CocraBbTe I/1aH TIPOBE/IEHHST MeAUKO-TeHeTUUeCKOT0 KOHCY/TbTUPOBAaHUSI TTALIMeHTOB U3 IPYTII PUCKa,
BBISIBJIEHHBIX [TPY CKPUHUHTE, B TOM UHC/Ie CKDUHUHTe 6epeMeHHBIX Ha BPOJK/I€HHbIE TIOPOKHU Pa3BUTHS U
XPOMOCOMHBIe aHOMAJ/IMH Y TIJI0fia, MacCOBOM 00C/e/J0BAaHNM HOBOPOXKZEHHBIX JleTell Ha Hac/le[ICTBeHHbIe
3abosieBaHusl, IPeUMIIaHTALMOHHOM CKPUHKHTE B TIpOrpaMMax BCIIOMOTaTe/IbHbIX Perpo/yKTUBHBIX
TEXHOJIOTUH, a TAK)KEe UIeHOB CeMbH TALMEHTOB C YCTAHOB/IEHHBIM AUarH030M BPOXKEHHOT0 U (W)
Hac/Ie[ICTBEHHOT' 0 3a060/1eBaHus, a TaKkXKe 3/]0POBbIX JIUL] C [10JJ03peHNeM Ha HOCUTEe/IbCTBO NaTOTeHHbIX
MyTallii B reHax.

2. CocraBbTe 171aH Oece/ibl C MalMeHTOM C 11e/bl0 OKa3aHUsl IICUX0JI0THUeCKOi MoMOIIY 60/TbHOMY C
BPOXKIEHHBIMM 1 (WJTH) HaC/IeJICTBEHHBIMH 3a00/1eBAaHUAMU U (M/IH) UJI€HaM ero CeMbH, a TAKXKe 3I0POBbIM
HOCUTEJISIM TIaTOTeHHBIX MyTal[iii B reHaX B TIPOIiecce TMPUHSATHY PEIIeHUsI OTHOCHUTETbHO UCTI0/Tb30BaHUs
METOZOB TUAarHOCTUKU U MPO(MUIAKTUKY BPOXKIEHHBIX U (M/IM) Hac/ie[CTBEHHBIX 3a00/IeBaHMM, BK/IHOUast
TpeHaTabHYIO0 U (WK) IPeUMIVIaHTA[MOHHYIO JUAarHOCTHKY, (POPMUPOBAHUS PEIPOJYKTUBHOTO TIOBEJeHMS.

Kpurepuu ouenuBanus (oreHouyHoe cpeAcTBO - IIpakTHueckoe 3ajaHue)

Ouenka Kpurepun onjeHMBaHUsA

3aUTeHO | OpAHWHATOP MPAaBUJ/IbHO BBITIO/IHWU/I ITPAKTHYECKOE 3da/iaHue, AdJjl TTOJIHBIA U paBBepHYTblﬁ OTBET

He 00yyaroIMiics He CIIPaBUJ/ICS C TIPe/I/IO’KeHHBIM ITPaKTHUeCKUM 3aflaHreM, He MOXKeT ITPaBH/IbHO




OueHka Kpurtepuu oLieHUBaHUS

3dUTeHO HHTEPIIPeTHPOBATL €ro pellieHre 1 He CIIPpAaB/IAeTCsd C AOIIO/JTHUTe/IbHBIM 3dJdHEM.

5.1.6 TunoBble 3afaHusi (omeHouHoe cpeAcTBO - Pedepar) ansi oneHKH c(opMHPOBAHHOCTH
Komnerenyuu ITK-1:

1. l'eHoMHBIe TIpOeKTHI GyHAAMEeHTasIbHbIe 33a4M U MPAKTUYeCKHe peleHUs

2. Knaccudukanys tepatoreHoB. Kputuueckue reprozibl BHyTPUYTPOOHOTO ITEPUO/a OHTOTeHe3a.

5.1.7 TunoBble 3ajaHus (oneHOUYHOe cpefcTBO - Pedepar) ansa oneHkH chopMHPOBaHHOCTH
komnerennuu ITK-2:

1. CeMHMOTHKA HAC/Ie/ICTBEHHOM TIAaTO/IOTMU Y MPUHIUIBI KITMHAUYEeCKOH AUarHOCTHUKH. CeMbsl KaK 00bEKT
JTUCTIAHCEPHOTO MeIMKO-TeHeTHUeCKOT0 HabJIro/IeH st

2. Bone3nb KpoHa B mpakTuke y4acTKOBOTO TepaneBTa. KimmHuyeckas kapTuHa, AuddepeHIanbHas
[IMarHOCTUKa, JleueHue

Kpurepumu orjeHnBaHus (ojeHOUHOe cpeAcTBO - Pedepar)

OrjeHka KpuTepuu orieHuBaHUs

CTPYKTYpa U cofiep>KaHue pedepara MOTHOCTbIO COOTBETCTBYeT TPeOOBaHUSM,
WCTI0/Tb30BaHO He MeHee 10 cOBpeMeHHBIX /IOTIOIHUTENTBHBIX TUTePATyPHBIX
HCTOYHHWKOB; TTPOBE/IEH MOJTHBIN CPABHUTE/THHBIN aHA/TU3 U CUHTEe3 MaTepyana,
c/ieslaHbl COOCTBEHHbIE BLIBOJLI M PEKOMEeHAI[|H;

OT/IMYHO

CTPYKTYypa pedhepaTa COOTBETCTBYeT YCTaHOB/IEHHBIM TPeOOBAHUSIM, UCTI0/Ib30BaHO
XOpOLLO He MeHee 7-8 COBPeMEeHHBIX [IOTIO/THUTEebHBIX JIUTePAaTyPHBIX UCTOYHHKOB,
CPaBHHUTe/IbHBIN aHa/IM3 HEIlOJHbIN, CZleflaHbl COOCTBEHHBIE BBHIBOBI;

HapyllleHHe CTPYKTYPhbI IOCTPOeHus pedepaTa, Cofiep>KaHre HeroHoe,
WICTI0/Ib30BaHO MeHee 5 [JOTMO/IHUTE/bHbIX JIMTePaTypPHbIX UCTOUHUKOB,
OTCYTCTBYIOT CaMOCTOSITe/IbHBIN aHa/IM3 U CHHTe3 MaTepuaa, COOCTBEHHbIE
BBIBO/IbI;

YZI0B/IETBOPUTE/ILHO

HapyllleHa CTPYKTypa, COZiep)KaHue He COOTBETCTBYeT TPeOOBaHHSM,
Hey/IOB/IETBOPUTE/IBHO ~ MCII0/Ib30BaHbI TOJILKO yueOHast IMTepaTypa, OTCYTCTBYIOT aHa/IU3, CUHTe3
MaTepuaJa, BbIBOJBL.




5.1.8 TunoBble 3ajaHus (oueHo4yHOoe cpeAcTBO - Tect) ANA oOHeHKHM C(OPMHPOBAHHOCTH

komneteniuu ITK-1:

1.

Eal e

K xakuM BHaM NpodHIaKTHKY Hac/ieJCTBEHHBIX 3a00/1eBaHUM OTHOCUTCS MeJUKO-reHeTHYeCKoe KOHC
y/bTUpOBaHue?

K TPETUUHOM
KO BCeM

K BTOPHUUHOM
K TTePBUYHOU

2. SIBnenue, Korga rubpy/bl 1epBOro MOKOIeHHs IIPEBOCXOASAT CBOUX TOMO3UIOTHBIX POAXTeel 1o
HEKOTOpPOMY IPH3HaKy, Ha3bIBaeTcs

e

MOJIHBIM JOMHWHKWPOBaHHUEM
reTeposrncom

SITMCTAa30M
KOAOMHWHHUPOBaHUEM

3. ,HETGKL[I/IH dHEeYyIJIOUWAH B I/IHTEP(‘I)EBH]:IX AAPpax BO3MOXXHd C MCII0/Ib30BaHHUEM

Eal

crieKTpanbHOro KapuoturnupoBanus (SKY)
eHTpomepo-crieupnuHbix JHK-30H10B
MYyJIbTULBETHOTO KapuoTunupoBanus (mFISH)
mMexxBr0BoM rubpuansarmu (RX-FISH)

5.1.9 TunoBble 3ajaHus (oueHoO4YHOe cpeAcTBO - Tect) ANA oOHeHKM C(OPMHPOBAHHOCTH

KoMmmnerenyuu I1K-5:

[IpounTatiTe BONPOCH U AaiTe MPaBUILHLIA OTBET:

1.
2.
3.

YKakuTe TIpaBU/IbHbIA KapuoTun cuHpomMa [laray:
MUKpOXpOMOCOMHBIe [epeCcTPONKHU BhISIB/ISETCS C IOMOIIIbIO:
B ocHOBe XpOMOCOMHBIX 60/1e3HET /IEXKAaT XPOMOCOMHBIE I TEHOMHBIE MyTal[iH, OHHU BO3HUKAOT:

5.1.10 TumoBble 3ajaHus (OLleHOYHOe cpeAcTBO - Tect) AN OULeHKH C(HOPMHUPOBAHHOCTH
kKovmnerennuu I1K-6:

IIpouuTaiiTe BOIPOCHI U BblOepeTe NpaBUIbHbINA OTBET:

1. MyTauuu B reHe bsnd xapakTepHbl fjisi CHHpOMa

HEeWPOCeHCOPHOU TYTrOYXOCTH C JIerKoM roueyHol AuchyHKImei
ITennpena

Anbnopra

Mapuasnia

2. CTepeoTHITHBIE IBMKEHUS KMCTEH TI0 THITy «MBIThsSI PyK», OUeHb XapaKTePHBI /IS CUApPOMa

PetTa
IIpapepa-Bunmm
®pumena-Illengoxa
HayHa

3. T'urneptpoduueckasi KapJUOMHOTIATHS IB/ISIETCS OJJHUM U3 XapPaKTePHBIX CUMITTOMOB ITPH



® OCTpOI1 MepeMeskatolelicsi moppuprun

* Oone3nu AHjepceHa — @abpu
®  a/IKanTOHYPUH

® cuHgpoMe Jlema — HuxeHna

5.1.11 TumnoBble 3ajaHusa (omeHOUYHoe cpeAcTBO - Tecr) A/isi OLEHKH C(HOPMHUPOBAHHOCTH

Komnerenyu I1K-7:

[IpouwTaliTe BOOPOCHI U AATe NPaBUILHBIN OTBET:

1. Kakum npuka3zom HI'P PK BBejieH B JieiicTBHeE:

2. B MeguKO-reHeTUYeCKyH0 KOHCY/IbTAL|I0 00paTUIach CeMbsi B CBSI3H C pOXKJeHHeM pebeHKa ¢
MHO>XeCTBEHHbIMU BPOJXK/IeHHBIMU IOPOKaMU pa3BuTus. I1py npoBefieHNH LIUTOT€HEeTUYECKOT O
HCC/ieIoBaHUsS pebeHKa - MajlburKa, 2-X JIeT, BO BCeX K/IeTKaxX 0OHapy»keHa JIUIIHSS 13 XpomocoMma.

Kakogo OyzeT Baiile 3aktoueHue?

3. TIpv MOBTOPHBIX CIIOHTAHHBIX aOOPTax Ha PaHHUX CPOKax OepeMeHHOCTH U B CIIyYasix

MepTBOpO)K,Z[eHI/Iﬁ B dHAMHE3€ KOMY M3 CYIIPDYIrOB HA3HAYaA€TCA L[I/ITOFeHeTI/ILIeCKI/II‘/JI dHaJ/I13:

Kputepumu orjeHnBaHus (ojeHOUHOe cpeAcTBO - Tecr)

Orenka Kpurepuu orjeHvBaHus
TecT cunTaeTCs BBINOIHEHHBIM NIPpU Hasmmuuy 70 1 Gosiee MpOLIEHTOB NPaBU/IbHBIX OTBETOB Ha
3a4uTeHo
TECTOBbIE 3a/JaHHsI
He TecT cunTaeTcst He BBINOHEHHBIM TTPU HaTMYUK MeHee 70 MpOLeHTOB MPaBUILHBIX OTBETOB Ha
3aYT€HO  TEeCTOBbIE 3aJjaHHsI

5.2. OnucaHue MIKa/a OLeHUBAaHUA Pe3y/IbTaTOB 00yUYeHHsI N0 JUCHMILIUHE MPH MPOMEeXYTOUHOH

aTTecTanuu
IIIkana oueHuBaHus c)OPpMHUPOBAHHOCTH KOMIeTEeHI[UI
YpoBeHnb
ccl)opmaponagnomu Hey/10B/IeTBOPUTe/IbH
KOMIeTeHLuii N Y/IOB/IETBOPUTETHHO XOpOIIo OTJINYHO
(uHAMKaTOpa
JOCTH)KEHUS
KOMIIeTeHLH)
He 3a4YTeHO 3auTeHo
YpoBeHb 3HaHUi1 B
. MuHuMansHo obbeme, YpoBeHb 3HaHUi1 B
YpoBeHb 3HaHWUW HYKe .
[IOTyCTUMBIY YDOBEHb | COOTBETCTBYIOIIEM obneme,
3HaHus MHHHMAIBHBIX 3HaHWH. [lonyiieHo nporpamMme COOTBETCTBYIOLIIEM
TpeboBanuii. Umenu ’ Y Yrom
MHOTO Herpyobix TMO/ITOTOBKH. MporpamMMe TI0Jr0TOBKH,
MecTo rpy0bble OIMOKH
omboK [ory1eHo HeCKObKO | 6Ge3 orubok
HEerpyobIX OIMb0oK
Ymenus ITpu peleHUn IpogemoHcTpupoBanbl | [TpogeMoHcTpupoBaHel | ITpoeMOHCTPUPOBaHBI BCe
CTaH/[]APTHBIX 33/]aU HE | OCHOBHbBIE YMEHHUS. BCE OCHOBHBIE YMEHHsL. | OCHOBHbIE YMEHHUSL.
TPO/IEMOHCTPHPOBAHbI PeliieHbl TUTIOBbIE PetiieHbl Bce OCHOBHbIe | PellieHbl BCe OCHOBHbIE
OCHOBHBIE YMEHUSI. 3alauu C HerpyObIMU 3alauu C HerpyObIMU 3a/lauu C OT/e/IbHBIMU
Wmenu MecTo rpybbie oMbKaMH. orMbKaMH. HeCyIL|eCTBeHHbIMU
OIINOKM BbITo/HEeHBI BCe BhITI0/IHEHBI BCe HeJIoueTaMH, BbITIOJTHEHBI
3ajiaHuisl, HO He B 3aj1aHusl B TIOJTHOM BCe 3a/IaHusl B TTOJTHOM




o6bemMe, HO HEKOTOPbIE
MOJIHOM 06Beme obbeme
C HeJloueTaMu
[Ipu perennn Nwmeetcsa [IpogeMOHCTpHPOBaHbI
CTaHZJApPTHbIX 337lau He | MUHUMAJIbHbBIH Habop 6a30Bble HABBIKU MPU ITpoJeMOHCTPHPOBaHbI
Hapbiki TIPO/IeMOHCTPHPOBAHbI HaBBIKOB [I/Is1 PEIIeHNsT | pelleHuH HaBBIKU TIPU PelleHNH
= 6a30Bble HaBbIKU. CTaHJApTHBIX 33/ia4 C CTaHZApTHBIX 337au C HeCTaH/apTHBIX 3aa4 6e3
Nmenu mMecTo rpybble HEKOTOPBIMU HEeKOTOPBIMU o1Mb0K U HeJJoueToB
OIIMOKU HeJloyeTaMu HeJloyeTaMu
IITkana oneHMBaHUA [IPU IPOMEXYTOUHOM aTTeCTaliiu
OneHka YpoBeHb NOATOTOBKH
Bce KowmmereHIM (YacTW KOMIIeTeHIWH), Ha (opMupoBaHWe KOTOPBIX HarlpaBJieHa
OT/IHYHO JUCLIMIUIMHA, C)OPMUDOBAaHBI Ha YPOBHE He HIDKE «OT/IMYHO», TP 3TOM XOTs OBl OfHa
KOMIIETeHIMs1 ChOPMUPOBaHA Ha YPOBHE «OTJIMUHO»
Bce komrmeTeHIMM (YacTH KOMIIeTeHLMi), Ha (OpPMUpOBaHHWE KOTOPBIX HarpaB/ieHa
3auTeHo XOPOILIO JMCLIMIVIMHA, CGOPMHUPOBAHBI Ha YPOBHE He HIDKE «XOpOLIO», TPU 3TOM XOTs Obl OfHa
KOMITeTeHIHst CpOpMUPOBaHa Ha YPOBHE «XODOIIO»
OBIETBODHTEN Bce xommnereHuuMM (YacTM KOMIeTeHLMH), Ha (opMHpOBaHMe KOTODBIX HarpaB/leHa
f}l{o P [MUCLIMTUIMHA, COPMHUPOBAHbI HA YPOBHE He HIDKe «Y/IOBJIETBODUTEIBLHO», TIPU 3TOM XOTs ObI
0/JHa KOMIIeTeHLUs1 chOpMHUpOBaHa Ha YPOBHE «Y/I0BJIETBOPUTEILHO»
He HeY/|0B/IETBOPUT
Xots 6b1 0ZiHa KOMITETeHIMs COPMHUPOBaHa Ha YPOBHE «HEYZOBIETBOPUTE/IBHOY.
3aYTeHO eTbHO

5.3 TunoBble KOHTPOJ/IbHBIE 3aflaHUsl WM HWHbIe MaTepUa/bl, He00XOJAWUMBbIe /A OLIEHKHU
pe3y/ibTaToB 00ydeHHsi Ha MNPOMEKYTOYHOM aTTeCcTalMM C YKa3aHHEM KpHUTEPHUEB HX
OL|eHUBaHMS:

5.3.1 TunoBbie 3apaHusa (oneHOUYHOe CpeAcTBO - KOHTpo/sibHbIE BONPOCHI) A/ OLEHKH
copmupoBanHocTu KomnereHmu [1K-1

1. DTanbl ¥ YPOBHU IMarHOCTUKU Hac/le[CTBEHHbIX 0o/ie3Helt oOMeHa BelljecTB. OO11iast XapakKTeprUCTHKa
MeTo/10B. MaccoBbIii CKpUHHUHT. KpuTepuu, ipeibsiBisieMble K 3a00/1eBaHHSIM, Ha KOTOPBIe TTPOBO/IUTCS
MacCOBbI CKPUHUHT

2. Myrarenes. Knaccudukauys mytaiuii. CHOHTaHHbIM MyTareHe3. PaualinoHHbIi MyTareHes. 3aBUCHMOCTb
YaCTOTbI MyTaL[Ui OT BUZa 00/TyYeHH s, MOLITHOCTH, /103bI U UyBCTBUTE/ILHOCTH OpraHu3Ma. MexaHu3M
BO3HHMKHOBEHHS MyTarui

5.3.2 TumnoBbie 3asaHusi (oLeHOUHOe CPeACTBO - KOHTpo/bHbIE BOMPOChI) /I OLEHKHU
copmupoBanHocTu KomnereHu [1K-2

1. HacneacteeHHble 60/1e3HM 00MeHa BelecTB. DTHOJIOrUs U natoreHes3. Knaccudukaius. [TokasaHus a/s
obcrieloBaHys Ha Hac/ie[ICTBEHHbBIE 60/ie3HU 0OMeHa BelecTB

5.3.3 TumnoBbie 3asaHusi (OLeHOUYHOe CPeACTBO - KOHTpO/IbHBbIE BOMPOCHI) I OLEHKH
copmupoBaHHocTH KomnereHnuu [1K-5

1. KaptupoBaHue reHa. Xapakrepuctuka mytauuii B reHe CF. [1penatanbHas [JHK-guarnoctrka



2. T'er v npu3Hak. OcobeHHOCTH HeHOTUIMYECKOTO TIPOSIB/IEHHSI TeHOB (ZOMUHHPOBaHWE, TeHeTPAHTHOCTD U
5KCIPECCUBHOCTb, T/1eH0TpoMnHble 3 dekTrl reHa). IIpumepsb! U3 Hac/IeCTBEHHOM MaTO/IOTMU YeJloBeKa

5.3.4 TumnoBbie 3apaHusi (oLeHOUHOe CPeACTBO - KOHTpoO/IbHbIE BOMPOChI) 1A OLEHKHU
copmupoBanHocTH KomneTeHuu [1K-6

1. JleueHre HaC/IeICTBEHHBIX O0J/Ie3HEH 0OMeHa BeIeCTB: ITUO/IOTHUECKHE, [TaTOTeHeTHUECKHE,

CUMIITOMaTHUYeCKHe MMoaxX04bI, 3(1)(1)8KTI/IBHOCT]:. FEHOTepaHI/IH

2. I'pynmsl creryienysi. Kpoccuarosep v ero 6uosoruueckasi posib. HaciejoBaHue, CLIETJIEHHOE C TIOIOM.
Oco6eHHOCTH pacueTa reHeTHYeCKOTO PUCKa ITPY Hac/leJ0BaHUH MPU3HAKA, CLIETVIEHHOTO C X-XPOMOCOMOM

5.3.5 TunoBbie 3apaHusa (oreHOUHOe CpeACcTBO - KOHTpo/sIbHbIE BOMPOCHI) A/l OLEHKH
copmupoBanHocTu KomneTeHu [1K-7
1. Ctpykrypa JHK. KomrnementapHocTs Uereit. Perimikatus [JHK. Penapatius JHK, knvHUYecKye TpUMepbl

ZeheKTOB perapariuu

2. 'eHeTnueckuii KO/[, ero CBOMCTBaA. PI/I6OHYKJI€I/IHOBLIB KHCJ/IOTBI, OCHOBHBI€ K/IaCChI, yUaCTHe B ped/iM3aliin
9KCIIpeCCHH r'eHOB

3. Okcnpeccys TeHOB. JTaribl CMHTe3a Oesika: TpaHCKPHIILIS, MPOLeCCHHT, TpaHCIsALus. KinHuueckue

TpUMephl HapyiieHuii. [ToHsTHe «OAUH T'eH- 0JuH (pepMeHT» U ero YCJI0BHOCTh. broxrumMuyeckast
WHJVBU/ya/IbHOCTh OpraHu3Ma

Kputepuu oneHuBaHus (o1jeHOYHOe cpe/CcTBO - KOHTPo/IbHBIE BONIPOCHI)

Ouenka Kputepuu orjeHMBaHNA

OpAVWHATOP OGHHAGET CHUCTEMHBIMHU TeOpeTUUYeCKMMHU 3HaHUAMU, Adjl TIOJTHBIN 1 pa3BepHYTLII‘/JI
OTBeT

3a4UTeHO

He OpAVHATOp He 06J1a,qaeT A0CTaTOYHBIM YPOBHEM T€ODETHUECKUX 3HaHPII>i, He CIIpaBUJICA C
3a4TeHO AOTIO/THUTEe/IbHBIM BOIIPOCOM

5.3.6 TumnoBbie 3apaHusi (OLeHOUYHOe CPeACTBO - KOHTpO/IbHBbIE BOMPOCHI) /1A OLEHKH
copmupoBanHocTu KomneTreHiuu [TK-1

1. TTomyIsITIOHHO-TeHeTHUeCKUe, IKOJIOTHUecKre, COIUaTbHO-9KOHOMUUeCKYe U leMorpaduueckie acreKThl
Hac/ie/ICTBeHHOM MaTOIOTHH

2. BuoXxuMu4ecKre MeTO/Ibl Hac/ie/ICTBEHHBIX 3a00/1eBaHM: TTPe/IoNI0KHUTe/TbHAs IMarHOCTHKA,
MOATBepP KAatolasi AMArHOCTUKA

3. MyTaluoHHBI# Mporiecc ¥ (haKTOPbl OKPY>Karollleld cpefibl. PafualliOHHBINA MyTareHes



5.3.7 TumnoBbie 3asaHusi (OLeHOYHOe CPeACTBO - KOHTpoO/IbHbIE BOMPOCHI) A OLEHKH
copmupoBaHHocTH KomnieTeHuu [1K-2

1. Crierudrueckrie CUMITTOMBI HaC/Ie[ICTBEHHBIX O0sie3Hel. «[TopTpeTHas» AMarHOCTUKA HAC/Ie/ICTBEHHbBIX
6one3neil. Heo6XoAMMOCTb CeMEMHOT0 TI0AX0/1a TIpy 00C/IeJOBaHUY TIALIUEHTOB

2. Bonesnu o6meHa BeljecTB. OO1asi XapaKTepUCTHKA MOHOT€HHOM NaTo/I0TMH. PacnpocTpaHeHHOCTh
0osie3Hel B pa3/IMUHBIX MOMYJISILUSX, STHAYeCKUX TPYITax U y MpeACcTaBUTe el pa3IMUHbIX HALIMOHATBHOCTEH.

5.3.8 TumnoBbie 3apaHusi (oleHOUHOe CPeACTBO - KOHTpoO/IbHBbIE BOMPOCHI) /A OLEHKH
copmupoBanHocTH KomneTeHuu [1K-5

1. TIpeameT ¥ 3a/1aun MeAULIMHCKOM reHeTUKU. MeTo/bl MeIUI[UHCKOU TeHeTUKN
2. CoBpeMeHHbIe MeTO/bl; aBTOMAaTHU3UPOBaHHBIM aHa/TM3 aMUHOKUC/IOT, XKUAKOCTHAs U Ta30Bast

xpomarorpadusi, TaHAeMHasi MacCIIeKTPOMETPUs, siiepHbI MarHUTHBIN pe30HaHC, Paiu0-UMMYHOXUMUUeCKe
1 UMMYHO(epMeHTHbIE MeTO/[bI

5.3.9 TumnoBbie 3apaHus (oeHOUHOe CpeACcTBO - KOHTpO/IbHbIE BOMPOCHI) AJISI OLIEHKH
copmupoBaHHocTH KomnereHnuu [1K-6

1. MopdoreHeTnueckrie BapuaHThI Pa3BUTHS, TeHe3, TTOCTHATa/IbHAs MOAU(DUKAIHS

2. 'anakTo3emMusl.

5.3.10 TunoBbie 3ajaHusa (oLeHOUHOe CpeACTBO - KOHTpPoO/IbHbIE BONPOCHI) /JIA OL€HKH
copmupoBaHHocTH KoMneTeHMuU [1K-7

1. TTpeHaranbHast JUarHOCTHKA. MeTo/ibl MpeHaTaabHON AUarHOCTUKU

2. KIMHUKO-TeHea/TIoruueCcKui METO/A. OCHOBHBIE MMyTH HAC/IeJOBaHUSA TeHHOM I1aTOJIOTHuU

Kputepuu ouneHuBanus (o1eHOYHOe cpe/CcTBO - KOHTPO/IbHBIE BONPOCHI)

OneHka Kputepuu orjeHuBaHUs

- YPOBeHb 3HaHUM B 00beMe, COOTBETCTBYIOLLEM TIPOrPaMMe TIOAr0TOBKY, 6e3
OIMOOK - TIOJTHBIE, TTOC/Ie[JOBaTe/IbHbIe, TPAMOTHBIE ¥ JIOTUUECKU M3/1araeMbie
OT/IMYHO OTBEThI TIPU BU/I0M3MEeHeHUH 3a/jaHus], - CBOOO/IHO CITPaBJISIIOLLMECS C
TIOCTaBIeHHBIMH 3a/jauaMy, 3HaHUSI MaTepyaa, - MPaBIILHO 000CHOBAHHbIE
TIPUHSITBIE peLleHust




OueHka Kpurtepuu oLieHUBaHUs

- YPOBeHb 3HaHUI B 00beMe, COOTBETCTBYIOL[EM TIPOrpaMMe TIOATOTOBKH,
JIONyILIeHO HEeCKOJIBKO HeCyllleCTBeHHbIX OLIMOOK - FpaMOTHOe H3/I0XKeHue, 6e3
XOpOLLO .

P CylLleCTBEHHBIX HETOYHOCTEH B OTBeTE Ha BOIIPOC, - NIPaBU/IbHOE IIpUMeHeHHe

TEOPpETUUYECKHX 3HAHUI ,

- yCBOEHMEe OCHOBHOI'O MaTepyaa, - [Ip1 0TBeTe [J0IyCKAalTCsl HETOYHOCTH, - TIPU
YZI0BJIETBOPUTE/ILHO OTBeTe He[0CTaTOYHO TpaBU/IbHbIE (POPMYJIMPOBKHY, - HApYILIeHHe
T10C/Ie;0BaTe/IbHOCTU B U3J/10’KEHUH [IPOrpaMMHOr0 MaTepuasa,

- YPOBeHb 3HAHUH HIDKe MUHUMAJILHBIX TpeOOBaHU, UMeTd MeCTO TPyObIe
HEY/TOB/IETBOPUTETLHO
OIIIMOKH,

6. YueOHO-MeTOMUECKOEe H HH(OpMaLMOHHOE 00ecrnieyeHHe JUCIUILTHHBI (MO/1y/151)

OcHoBHas uTeparypa:

1. I'murep E.K. MeaunjuHCcKas reHeTyKa : HaljJMOHA/IbHOE PYKOBO/CTBO : IIPAKTUYeCKOoe PYKOBOJCTBO /
I'matep E.K.; IlyseipeB B.IIL.; Kyues C.U. - Mocksa : 'DOTAP-Megaua, 2024. - 896 c. - ISBN 978-5-
9704-8557-6., https://e-lib.unn.ru/MegaPro/UserEntry? Action=FindDocs&ids=911908&idb=0.

2. O6ast 1 MonekysipHast reHeTtrka / Kumyn&#1105;8 1.®P. - Mocksa : CubHUpPCKoe YHUBEPCUTETCKOE
u3natenbcTBo, 2007., https://e-lib.unn.ru/MegaPro/UserEntry? Action=FindDocs&ids=638982&idb=0.
3. KIMHNYECKAS ®APMAKOT'EHETUKA / Coru&#1105;8 [I.A., Kykec B.I'. - Mocksa : TOOTAP-
Mepua, 2011., https://e-lib.unn.ru/MegaPro/UserEntry? Action=FindDocs&ids=634168&idb=0.

4. Knunnyeckasi papmakoreHetvika / Kykec B.I'. - Mockga : TOOTAP-Meaua, 2007., https://e-
lib.unn.ru/MegaPro/UserEntry? Action=FindDocs&ids=634515&idb=0.

5. I'murep E.K. MeauivHCKast reHeTUKaA : HAaLJMOHA/IbHOE PYKOBO/CTBO : MPAaKTUYeCKOe PYKOBOACTBO /
I'murep E.K.; Ily3sipeB B.I1.; Kyues C.U. - Mocksa : 'DOTAP-Megaua, 2024. - 896 c. - ISBN 978-5-
9704-8557-6., https://e-lib.unn.ru/MegaPro/UserEntry?Action=FindDocs&ids=911908&idb=0.

6. O61as u MosiekyisspHasi reHeTrKa / Kumyn&#1105;8 N.®. - MockBa : CuOUpPCKOe YHUBEPCUTETCKOe
u3zarensctBo, 2007., https://e-lib.unn.ru/MegaPro/UserEntry? Action=FindDocs&ids=638982&idb=0.
7. KIMHUYECKASA ®APMAKOI'EHETUKA / Cbru&#1105;8 I.A., Kykec B.I'. - Mocksa : 'DOTAP-
Mepua, 2011., https://e-lib.unn.ru/MegaPro/UserEntry?Action=FindDocs&ids=634168&idb=0.

8. Knunnueckasi hapmakoreHetuka / Kykec B.I'. - Mocksa : [OOTAP-Meaua, 2007., https://e-
lib.unn.ru/MegaPro/UserEntry? Action=FindDocs&ids=634515&idb=0.

[ononHuTebHAs TUTEpaTypa:

1. Brosiornueckuii Bo3pacT U CTapeHHe: BO3MOXXHOCTH OTpe/ie/ieHus U MyTh Koppekiyu / KuiiikyH ALA. -
Mockga : 'DOTAP-Megaua, 2008., https://e-lib.unn.ru/MegaPro/UserEntry?
Action=FindDocs&ids=635435&idb=0.

2. KnmuHryeckast reHeTHKa. ['eHOMMKa 1 IPOTeOMUKA Hac/ieiIcTBeHHoM natosioruu / MyTtoBuH I'.P. -
Mockga : 'DOTAP-Meaua, 2010., https://e-lib.unn.ru/MegaPro/UserEntry?
Action=FindDocs&ids=634600&idb=0.



3. bronoruueckuii BO3pacT ¥ cTapeHre: BO3SMOYKHOCTH OMNpe/ie/ieHrst U MyTH KoppeKkuyy / KumkyH A A. -
Mockga : 'DOTAP-Meaua, 2008., https://e-lib.unn.ru/MegaPro/UserEntry?
Action=FindDocs&ids=635435&idb=0.

4. KnuHuyeckasi reHeTHKa. ['eHOMUKa ¥ POTeOMUKA Hac/ie[iICTBeHHOM naTosioruu / MyTtoBuH I'.P. -
Mockga : 'DOTAP-Megaua, 2010., https://e-lib.unn.ru/MegaPro/UserEntry?
Action=FindDocs&ids=634600&idb=0.

[TporpammHoe obecrieueHrie U VIHTepHeT-peCcypChl (B COOTBETCTBUU C COJiePXKaHUEM IVCIUTUIAHBI):

Web-caiit [Tpo6emsr IBosmonyu evolbiol.ru
EBponeiickol MeXXAUCLUMIIMHAPHOM CeTH ucciefoBaHui 1o snureHetuke (http:// www. epigenome-
noe.net);
UccnenoBaTenbCKrii KOHCOPLIMYM 10 TIPOEKTY «IAnureHoM desioBeka» (http:// www. epigenome.org);
OHuuK/oneus snemenToB [JHK: naeHTrdukanus QyHKIMOHAIBHBIX 371IeMeHTOB Yy uesnoBeka (http://
www. gen0m.gov/12513456);
Web-caiiT, rocBsitieHHbIN acriektam 6uosioruyeckoro MetumupoBanus (http:// www. dnamethsoc.com);
NHudopMaliioHHbIe pecypchl TI0 reHOMHOMY UMOPUHTUHTY (http:// www. geneimprint.com/index.html);
Ba3a gaHHbIX, MocBsiieHHbIX HekoaupyroimmM PHK (http:// www. bioinfo.org.cn/NONCODE);
Bpay3ep 1o sykapuotuueckum reHomam (http:// www. ensemble.org);
[Topran pecypcos 1o renomy yenoeka (http:// www. ncbi.nlm.nih.gov/genome/guide/human/).
OneMeHTbI 60JIBITION HayKK [ D/IEKTPOHHBIN pecypc]: HOBOCTH HayKH. — PexxuM fiocTyma:
http://elementy.ru/news.
OnekTtpoHHas 6ubnroreka Razym.ru [OnekTpoHHBIi pecypc]. — Pexxum goctyma:
http://razym.ru/naukaobraz/.
9BC «IOpaiiT». Pexxum foctyna: http://urait.ru.
9BbC «KoHcynbTaHT cTyAeHTa». Pexxum poctyma: http:// www.studentlibrary.ru.
9BbC «Jlanb». Pexxum foctyma: http://e.lanbook.com/.
IbC «Znanium.com». PexxuM foCTya: www.znanium.com.
JIvuensuonHoe 10 (oneparoHHas cucrema Microsoft Windows, nakeT npyK/aiHbIX IPOrpaMm
Microsoft Office) u cBoboaHO pacnipocTpaHsieMoe IPOrpaMMHOe 00ecTieueHue.

7. MaTepHa/IbHO-TeXHHYECKOoe o0ecreyeHHe JUCHUILIMHBI (MOY /1)

YueOHble ayAWTOPUM [i/i TIPOBeJieHHsl yueOHBbIX 3aHSITHM, TpeJyCMOTPeHHBbIX 00pa3oBaTe/bHOM
MPOrpaMMO#i, OCHaIlleHbl MYyJbTUMeAUNWHBIM 000py/j0oBaHHeM (TIPOEKTOp, 3KpaH), TeXHUYeCKUMHU
cpeAicTBaMU 00yYeHHsl.

[MomerieHyst A7IsT CaMOCTOSITeIbHOM paboThl 00YUalOIMXCSI OCHAIL[eHbI KOMITbIOTEPHON TEeXHUKOW C

BO3MOJKHOCTBIO TMOAK/IOUeHUss K cetd "VHTepHeTr" u obecrieueHbl [OCTYIIOM B 3/I€KTPOHHYIO
nH(OpMaIMOHHO-00pa3oBaTebHYIO Cpefy.

IIporpaMMa cocTtaBfieHa B cooTBercTBUM C TpeboBanusmMu OPI'OC BO 1o Hampa/ieHUIO
rnoarotoBku/crieriaabHocTy 31.08.30 - 'eHeTHKa.

Astop(b1): JlobaHoBa Haziexxia AHaTO/IbeBHA, KaHAUIAT MEULIMHCKHAX HayK.



3aBeayromuii kadeapoii: BenyHoBa Mapus BanepreBHa, JOKTOp OMOOTrMUeCKUX HayK.

ITporpamma o/j00peHa Ha 3aceflaHUU MeTO[UUeCcKoi Komuccuu ot 02.12.2024r., mpotokos Ne 2.
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