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1. Heab ocBOeHUST TUCHUILTAHBI

[lenbto ocBoeHUs IuUCUUIUIMHBI «lIpeHaTaibHas IuMarHocTukKa (afanTaldoOHHAas)» SBISETCS

dopMHpOBaHHE  KOMIICTCHIIMHA  OOYYaromerocss Ui  OCYIIECTBJICHUS  BTOPHYHOU
npOo(QUTAKTUKY HACIICCTBEHHBIX 3a00ICBAHHA.
2. MecTo AUCHMILIMHBI B CTPYKTYpe 00pa30BaTeIbHOIi MPOrpaMMbl

Hucuunnuna «lIpeHaranbHas AuarHocTdka (aJanTalMoOHHAs)» OTHOCUTCS K  4acTH,
dbopMHUpyeMOil y4acTHHUKaMH O0Opa3oBaTeNIbHBIX OTHOIIeHU, bioka 1 «/lucnummuHb
(MOynn)» OCHOBHOM MpogeccHOHaNbHONW 00pa3oBaTeIbHON MPOrpaMMBbl IO CIIEHUAIBHOCTH
31.08.30 I'eneruka, HanpaBlieHHOCTh: ['eHeTuka. Jlucuumuinza sBJISIETCS SJIEKTUBHOM.

3. HEPE'IEHI) NJIAaHUPYEMBIX PE€3yJbTaTOB oﬁyqe}mﬂ o TMCHMIIJIMHE, COOTHECCHHBbIX
C INIAHUPYEMBIMHU PE3yJbTaTaMHU 0CBOCHUSA 06pa30BaTeJ’[bHOI7I MporpaMmal

KOII 1 HAUMCHOBAHHUEC KOMIICTCHIIUHN KOZ[ 1 HAMMCHOBAHUC MHAMWKATOpa

JOCTHXKCHH KOMIICTCHIIMNA

[1K-3. I'oToB k yuacturo B npoBeaennn meporpusituid mo | MJI-1  TIK-3.1. TlpoBoguT OMarHocTuky,
JUarHOCTHKE,  JIGYEHWIO  MPOBEICHHIO  MEIUKO- | Ha3HA4yaeT IaTOreHEeTHYecKoe JIeUeHHe |
T'€HETUYECKOI'o KOHCYJIbTUPOBAHUA, IMMPOBCACHUIO | IPOBOAUT MECIUKO-TCHCTHUYCCKOC
MEANULUHCKUX JKCIEPTU3 M MPOBEIEHHUIO, U KOHTPOJIO | KOHCYJIbTHPOBAHHE NalMEeHTOB c

a¢heKkTuBHOCTH MEIUIUHCKOM peabunuranuu
MalUEHTOB C BPOXICHHBIMU U (I/IJII/I) HacCJICACTBCHHbBIMHU
3200JIeBaHUSIMH

BPOXKICHHBIMH ¥ (WMJIM) HACIEICTBEHHBIMU
3a00JICBaHUSIMU UM HMX POJICTBEHHUKOB U
MAIMEHTOB U3 TPYIIN PUCKA, BBISIBICHHBIX TPH

CKPUHHHTE
Kon Pesynbrarel 00ydeHus (MOKa3aTen OICHUBAHMU) OreHOYHBIE CPEICTBA
WHAWKATOpa
JIOCTHKEHHS
KOMIIETEHIINN
Nna-11K-3.1 3HaeT cTaHmapTHl TEPBUYHON crenuaIn3upoBaHHON | KOHTpoIpHBIE BOIPOCHI

MEINKO-CaHUTaPHON TOMOILH, CTIEHUATN3UPOBAHHOM, B
TOM YHCIIE BBICOKOTEXHOJIOTUYHON, MEIUIIMHCKOMN
MOMOIIM TMAalKdeHTaM C BPOXIEHHBIMA ©  (WJIH)
HacJIEICTBEHHBIMU 3a00JIEBAaHUSMHU.

Iopsiiok oka3aHUsl MEIULMHCKOM IMOMOILY MaleHTaM
C BpPOXICHHBIMH ¥  (WJM)  HACIEeICTBEHHBIMHU
3a00JIEeBaHUSMHU.

Knuanveckre pekoMeHaanuu (IpOTOKOJIBI JIEYEHHUs) TIO
BOTIPOCAM OKa3aHMs MeIUIIMHCKOM TTOMOIITHY MAI[HeHTaM
C BpPOXICHHBIMH ¥  (WJM)  HACIEeICTBEHHBIMHU
3a00JIeBaHUSIMH

IIpuHIKIIEL pacyeTa prucKa MOBTOPEHUS BPOXKACHHOTO U
(v1K) HACJIEZCTBEHHOTO 3a00JIEBaHUS B CEMbE C YUETOM
TUIIA HACJIEIOBaHMSL.

YMmeer MIPOBOJIUTH MEINKO-TEHETHYECKOE
KOHCYJIbTHPOBAaHHE TMAIMEHTOB W3 TPYII pHUCKA,
BBISIBJICHHBIX TPY CKPUHWHTE, B TOM YHCJIE CKPUHUHTE
OcpeMEHHBIX Ha BPOXKICHHBIC IOPOKH PAa3BUTUS W
XpPOMOCOMHBIE ~ aHOMaJIMM Yy IUIOJa, MacCOBOM
o0cJie0BaHUN HOBOPO’KICHHBIX nerei Ha
HacJIeICTBEHHBIEC 3a00JIeBaHMs, TPEUMILIAHTALIMOHHOM
CKpUHMHIE B TpOrpaMMax  BCHOMOTaTEJIbHBIX

Pedepar
CutryarmoHHbIE 3a]1a9l
TecToBrle 3aganus

4



PENPOAYKTUBHBIX TEXHOJIOTHH, a TAaK)Ke YJICHOB CEMbU
MAIMEHTOB C YCTAHOBIICHHBIM TUarHO30M BPOKACHHOI'O
u (WIM) HACIEACTBEHHOTO 3a00JIeBaHMS, a TaKKe
300POBBIX JIUI C TIOAO3PEHHEM Ha HOCHTEIBCTBO
[AaTOT€HHBIX MyTallUi B FeHaX.

PazpabareiBath TJ1aH PO ITAKTHICCKUX
MEPONPHUITUH TO TMPEIyNPEKACHUIO BPOXKICHHBIX W
(umM) HacIeACTBEHHBIX 3a00JEBaHUH B ceMbe
MAIMEHTOB C BPOXKACHHBIMU (WMJIM) HACJIEACTBCHHBIMU
3a00JIeBaHUSIMH, a TaKKe Yy 3AO0POBBIX HOCHTENEH
MAaTOTEHHBIX MyTaIMii B TeHaX, BKJIIOYast MPEHATAIBHYIO
n (W) TPEeNMIDIAHTAIIMOHHYI) JHAarHOCTHUKY, B
COOTBETCTBHM C TOPSAKAMU OKa3aHUSA MEIULIIMHCKON
MIOMOIIIH, KIIMHAYECKUMHU PEKOMEHIAIMSIMU
(mpoToKoIaMu JIEYEHHWs) IO BOMPOCAM  OKa3aHUs
MEIMIMHCKOM IOMOIIM, C YYETOM CTaHIapTOB
MEIUIIMHCKON ITOMOIIH

4. O0beM QMCHUIIMHBI M BU/IbI y4eOHOH padoThl
o CemecTpbl
Bup yuebHoii paboTh TpynoemkocTh >
KonTakTHasi padoTa o0yuyaommuxcs ¢ 110 110
npenosaBarejieM
AyauTopHas paéoTa: 108 108
Jlexrim (JI) 4 4
[IpaxTnueckue 3ausatus (113) 104 104
CamocTrosiTeibHasi padoTa: 106 106
B MIEPHOJI TEOPETHUECKOTO 00YIEHHUS 102 102
HOIATrOTOBKA K ClIaue 3ayeTa 4 4
IIpome:xxyTouHasi aTTecTAlMs: 3a4eT, B TOM 2 2
YHCJIE CAa4ya U TPYNIIOBbIE KOHCYJIbTAMU
O0mas TPy10eMKOCTh: aKaJIeMUYCCKIX YaCOB 216 216
3a4YETHBIX €IUHUILL 6 6
S. Conep:xxkanue QUCHMIUIMHBI, CTPYKTYPUPOBAaHHOe MO pa3jgejaM (TemaMm) C
YKa3aHHeM KOJIMYeCTBa aKaJeMUYeCKHX YaCOB U BH/I0B Y4eOHBIX 3aHATHH
5.1 Conep:xaHue pa3/iesioB QU CHUTLTHHBI
[lepeuens
KOMIICTCHITUH,
Ne HaumenoBanue paznena AHHOTHPOBAHHOE COJIEPKAHUE pasuerna
n/m JHMCIUTUTAHBI JMCIUTUTAHB (opmupyembix B
nporiecce
OCBOCHHS pazjiesia
1 IIpenaransHas IIpenaranbHas muarHoctuka | [1K-3
JUarHocTuka HacJeJICTBEHHON Hu BPOXK/JIEHHOU

narosioruy. IlpeHaTanbHBIA CKPUHMHT,
VHBA3UBHbIE U HEUHBA3UBHBIC METOHbI
[IpeHaTaIbHON JUArHOCTUKH.
KoHcynbTHpoBaHue 1no  pe3yiapTaT™M
MIpEeHaTaIbHON TUAarHOCTHKH




5.2. TemaTn4eckuii MJIaH JeKIUI

Ne HammenoBanue paszzuena . Tpynoemrocts
i [ —— TemaTuka nexuui (axamemMuYecKuX
4acoB)
1 [IpenaranbHas nuarnoctuka | I[IpeHaTtanpHast JMarHOCTHKA 2
MOHOT'CHHBIX 00JIC3HEH.
2 [IpenaranpHast TUArHOCTHKA IIpenaranpHas qUArHOCTHKA 2
XPOMOCOMHBIX O0JIe3HEH.
HUTOI'O: 4
5.3. TemaTH4ecKHii MJIAH NPAKTHYECKUX 3aHATHI
Ne HaunmenoBanue TeMaTHES NPAKTHISCKHX ®opMbI TpynoeMKoCTh
i paszena SAHSTHIL TEKYyIIEeTO (akamemMuyecKuX
JVCIIUTITUHBI KOHTPOJISI 4acoB)
1 [IpenaranpHas [IpodunaxTrka KonTponbHbIe 6
JMarHOCTHKA HACJICICTBEHHBIX  OOJIe3HEH. BOIIPOCHI
I'eneTnyeckoe TeCTHPOBaHHE.
[loka3aHuss K mpeHaTaIbHOU
JMarHOCTHKE.
2 [IpenaranbHas OrneHka nMporHo3a BO3MOKHBIX KonTponbHbie 6
JUAarHoCTHKA BPO’KJICHHBIX u (nnn) BOIIPOCHI
HACJIEJICTBEHHBIX 3a00neBanuii | CHUTyalllOHHBIC
y TOTOMCTBa B  CEMBSX 3a1a4n
MalUEHTOB C BPOXKJICHHOW H
(vm) HACJICICTBEHHOM
NaToJIOTUEeH, a Takke Yy
310POBBIX HOCHUTENEN
MaTOTeHHBIX MYTaIMii B TeHaX
MyTeM pacdera reHeTHYECKOro
pHckKa
3 [IpenaranbHas IlonsiTe 0 CKPUHUHTOBBIX KonTponbubie 6
JMarHOCTHKA nporpaMmMax o0cienoBaHus BO BOIIPOCHI
BpeMsi OepeMeHHOCTH:
YIIBTPa3ByKOBEIC
WCCIICIOBAHMUS. Pazbop
OCHOBHBIX  YJITPa3BYKOBBIX
MapKepoB XPOMOCOMHBIX
anomanuii B | u |l Tpumectpe.
Pa300p KIMHUYECKUX CITyYaeB.
4 [Ipenaranbuas Ilonstie o ckpuHUHroBHIX | KoOHTpoNBHBIE 6
JIMarHOCTHKA nporpaMmMax o0cies[oBaHus BO BOIIPOCHI
BpeMst OepeMEeHHOCTH: Pedepar
OMOXUMHUYECKHE CutyaunoHHbIe
ncenenoBauna B | umw 3a71a4n
TPUMECTDE. OcHOBHBIE
IporpaMMbl  pacyera pHCKa
XPOMOCOMHBIX Ooesnei.

Pa300p KIMHUYECKUX CIIy4aeB.




HaumenoBanue ®opMbI TpynoeMKoCTh
No TeMaTuka NpakTUYECKUX
i paznena SaAHSITHI TEKYIIero (axagemMuyeCcKuX
JUCIIUTLTAHBI KOHTPOJIS 4acoB)
5 [IpenatanbHas Paspabotka IaHa Kontponbusie 8
TUAarHOCTHKA MPOOUITAKTHIECKUX BOTIPOCHI
MEpOTIPUATHI o Pedepar
npeaynpexIeHUIO CuTyalmoHHbIC
BPOXKICHHBIX u (nn) 3a1a9n
HACJIEJICTBEHHBIX 3a00JIeBaHuUi
B CEMbE
6 [IpenaranpHas [IpoGiieMbl  MoO3aMmM3Ma H KouTposbHbie 6
TUAarHOCTHKA HWHTEPIpeTalnu MaJTbIX BOTIPOCHI
MapKepHbIX  XpomMocoM B | CuTyallMOHHBIC
MpeHaTaJbHON XPOMOCOMHOMN 3a7aun
JTNAaTHOCTHKE
7 [IpenaranpHas HewnBaszuBHoe mpenaranpHoe | CutyarnuoHnHsie | 8
JIMarHOCTHKA ompeJieieHHe  XPOMOCOMHBIX 3a7aum
Oomnesneil.  [lokazanmsa u
MIPOTUBOTIOKA3aHUS K
Ha3HAYCHUIO, 0COOEHHOCTH
BBITIOJTHCHUS,
KOHCYJIbTHPOBAHHE 1o
pe3ynbTaTam. Pazbop
KIIMHUYECKUX CITy4aeB.
8 [IpenaranpHas WHuBa3uBHBIC  IpeHATaIbHBIC KonTposbHbIe 8
JTMarHOCTHKA METO/TBI o0cremoBaHuUs. BOTIPOCHI
Ioka3aHwus, Pedepar
MIPOTUBOIIOKA3aHUS, cpoku | CuTyallMOHHBIC
BEITIOJTHEHUS,  OCOOEHHOCTH 3a/1a4u
MPOBEICHHUS Pa3IUYHBIX
JIUAaTHOCTHK.
KoncynsrupoBanue o
pe3ynbTaTam. Pazbop
KIIMHUYECKUX CITy4aeB.
9 [IpenatanpHas [IpenatanpHas  IUArHOCTUKA KontponbHbie 6
JTMarHOCTHKA MOHOT€HHBIX Oomne3Heil. BOTIPOCHI
[Ipsmas JMarHOCTHKA. Pedepar
Koceennas nuarHoctuka. | CuTyarnmoHHEIE
OCOOCHHOCTH ~ BBINOJHEHUS 3a/1a4u
MOJIEKYJIIPHO-TEHETUIECKHUX
HCCIIEJIOBAHUI IO Marepuaiy,
IIOJJy4EHHOMY  Ha NI,
WuTepriperanust MoTy9eHHBIX
JTAHHBIX.
10 | IlpenaranbHas [Ipenaranpaas jaunarsHoctuka | KoHTpoJbHBIE 6
JTMarHOCTHKA XPOMOCOMHBIX OOJIe3HEU IpHu BOIIPOCHI
TTOMOIIIH MOJIEKYJISIPHO- Pedepar
TCHETUYECKUX MeToq10B | CHTyallMOHHBIC
OUArHOCTHKH: K®-IILIP, 3aJ1a9u

XMA, NGS. Hnrepnperauus
MOJTYYEeHHBIX JJAHHBIX.




HaumenoBanue ®opMbI TpynoeMKoCTh
Ne TeMaTuka NpakTUYECKUX
i paszena SaAHSITHI TEKYIIEeTOo (axameMHIeCcKuX
JVCLIUTUTAHBI KOHTPOJISI 4acoB)
11 | IlpenaranbHas [lpenaranpuass  auarHoctuka |  KoHTponbHBIE 6
JIMarHOCTHKA XPOMOCOMHBIX Oonesneit: BOIIPOCHI
MpeHaTalbHbIN KapHUOTHII, Pedepar
FISH-quarnoctuka. Ouenka | CuTyanOHHBIE
Pe3yIbTAaTOB UCCIIEIOBAHUIM. 3a1a9n
12 | IlpeHaranbHas [IpakTHYECKOE MCIIOJIb30BaHUE KouTposbHbie 6
JIMarHOCTHKA KOMITBIOTEPHBIX nporpaMm BOTIPOCHI
IpU HMHTEPIpETaluy AaHHbIX, Pedepat
NOJY4YEHHBIX IpY npuMeHeHnn | CHTyalnuoHHbIE
METO/a CEKBEHUPOBAHUSI NpPU 3a1aun
JIUAarHOCTHKE  XPOMOCOMHBIX
Oone3ne
13 | IIpenaranpHas Mapmpytrzanus " KonTponbHbIe 8
JIMarHOCTHKA KOHCYJIbTUPOBaHHUE MAIlHEHTOB BOTIPOCHI
o pe3yJbTaTam Pedepar
NPEHAaTaJIbHOIrO CKPUHUHHUTA. CutyaunoHHbIE
3a7aun
14 | IlpenaranpHas Hammcanne 3akirodeHuit 1o KonTponbHbIe 6
JMarHOCTHKA CTaHJapTU30BaHHBIM BOIIPOCHI
pe3yibpTaTaM  MOJEKYJsipHO- | CuTyanuoHHBIC
TCHETHYECKUX MCCIICIOBAHHM. 3a7aum
15 | IlpenaranpHas [IpenaranpHOE MENKO- KonTponbHbIe 6
JMarHOCTHKA TeHETHYECKOE BOIPOCHI
KOHCYJIETUPOBaHHUE o Pegepar
pe3yibTaTam uHBa3uBHOH | CuHTyalIOHHbIE
JUarHOCTHKH 3a1a9u
16 | IlpenaranpHas MopabHO-3THYECKHE KonTponbHbIe 6
JMarHOCTHKA poOIeMbl MpeHaTaIbHON BOIIPOCHI
JIUArHOCTHKH. Pedepar
Ilcuxonoruyeckas HOMOLIb CutyaunoHHbIe
yIeHaM CEeMbU B IIpoLecce 3a1a4u
MPUHSATHA
peleHus OTHOCHUTEIILHO
WCIIOJIb30BaHHUS METO/I0B
JTUATHOCTHKH ¥ IPOQHUIAKTHKH
BPO’KJICHHBIX u (mn)
HaCJIEICTBEHHBIX
3a00JeBaHUH, BKIIIOYast
[IPEHATAIBHYIO u (mn)
NPEUMILIAHTALHOHHYIO
JIUarHOCTHKY, (OpMHUPOBaHUS
PENPOYKTUBHOTO TIOBE/ICHUSI
HUTOT'O: | 104

5.4. TemaTuyeckuii IJIAH CEMUHAPOB - He NMPEIYCMOTPEHO

5.5. TemaTruyeckuii JjiaH J1a00paTOPHBIX PadoT - He MPELYCMOTPEHO

5.6. CamocrosiTesqibHas padora:




Ne HaumenoBanue paszaena Brter N Dopwmst Tpynoemxocte
i P CaMOCTOSITEIBHON TEKYIIEro (akameMHuyecKn
paboTHI KOHTPOJIA X 9acoB)
1 [IpenaraiapHas TUArHOCTHKA IMoaroroska Kk Hamucanue 102
3aHATHAM, paboTta c | pedeparos,
y4eOHOit KOHTPOJIbHBIC
JIUTEPATYPOU BOIIPOCHI,
TECTOBBIE
3aaHus
CUTYallMOHHBIC
3aa4n
[ToaroToBka K caye 3ayera 4
WUTOI'O: 106
5.6.1. Tewmnbl pedepaToB
1. [TepcnekTHBBI HECMHBA3UBHOM IMarHOCTHKHU HACJICACTBEHHBIX 0OJIC3HEH.
2. Bo3MoxHOCTH M OrpaHn4eHus NpeHaraabHol quarnoctuku HbO
3. DTHYeCKHE MpoOJIeMbl TPEHATAIBHON TUATHOCTUKH
6. Metoanyeckue yKa3aHus 1JIs1 00y4alOMIMXCS 110 OCBOCHHUIO U CHUILIHHBI

[Iporpamma «lIpenaranbHasi IMArHOCTUKA (aIaNTAIIMOHHAS )» OPAUHATYPHI IO CIIEUATEHOCTH
31.08.30 «I'eneruka» HampaBieHa Ha (OpPMHUpPOBAHHE U OTPAOOTKY 3HAHUM, YMEHUU H
HaBbIKOB, HEOOXO/IUMBIX JJIl CAMOCTOSITENIbHON pabOoThl Bpaua —T€HETUKA.

JlekumoHHBIE W TPAKTHYECKHUE 3aHATHS OOECHEeYMBAIOT NPUOOPETEHHE U 3aKperuieHue
HEOOXOJMMBIX yYMEHHH M HaBBIKOB, (popMupoBaHUE NTPO(PECCHOHATBHBIX KOMIIETEHITUH,
TOTOBHOCTh K CaMOCTOSATEIbHOW M WHAMBHAYaIbHON paboTe, MPUHATHIO OTBETCTBEHHBIX
peiieHuid B paMkKax MNpodeccHOHANIbHONW KoMOeTeHIHuH. [Ipu MOATrOTOBKE K 3aHATHUAM
oOyuyaromuecs: JOJKHBI MOJIb30BAThCS PEKOMEHJI0BAHHOM JIMTEPATypoll U pecypcaMu CeTH
WNHurepHer

7. OneHoYHbIE MaTepuaJbl

OneHoyHbIe MaTepUaJIbl MO AUCHUIUIMHE JUISl IPOBEIEHUS TEKYILEro KOHTPOJIS YCIIEBaEMOCTH
U MPOMEXYTOUHOM aTTecTalvy OOYYalOIIMXCSl BKIIOYAIOT B ceOs MpUMeEphbl OLEHOYHBIX
cpenctB (Ilpunoxenne A k paGoueld mporpaMMe AHMCLUIUIMHBI), MPOLEAYPY U KPUTEpUU
OLICHUBAHMS.

8. Ilepeuennb yueOHOU JuTepaTypbl U pecypcoB ceTtu «AHTepHET», HEOOXOAMMBIX IS
OCBOCHUS M CHUIINHBI

8.1. YueOHas quTepartypa:

1. Twunrep, E. K. HacneactBennbie 601€3H1: HAIIMOHATIBLHOE PYKOBOJICTBO: KpaTKOE MU3/IaHue/
nox pen. E. K. T'unrepa, B. II. Ily3eipeBa. - Mocksa: [DOTAP-Menua, 2019. - 464 c.: un.
- 464 c¢. - ISBN 978-5-9704-4981-3 Tekctr: omekrponnsii // URL:
https://www.rosmedlib.ru/book/ISBN9785970449813.htmi

2. Kimanyeckas reneruka: yaeonuk / H. I1. Boukos, B. I1. ITy3sipeB, C. A. CMEpHUXHHA; TTO]
pen. H. I1. boukoga. - 4-e u3n., nom. u nepepad. - Mocksa: [DOTAP-Menua, 2023. - 592 ¢
ISBN 978-5-9704-7934-6 Tekct: anekrponnbiii // URL: https://www.rosmedlib.ru/book/
ISBN9785970479346.html

3. MenunuHckas TeHETHKA: HalmoHanbHOE pykoBojactBo/ mon pen. E. K. I'marepa, B. I
ITy3bipeBa, C. U. KymeBa. - MockBa: ['DOTAP-Menuna, 2024. - 896 c. (Cepus
"Hanmmonansubie pykoBojctBa') - ISBN 978-5-9704-8557-6. - TekcT: anexrponnsii // 9bC
"KoncynbTant cTyneHra": [caiiT]. - URL:
https://www.studentlibrary.ru/book/ISBN9785970485576.html
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4. HeonaranpHblii ckpuHuHT. HarmonansHoe pykoBoactso | 3axaposa E. 0., Kynes C.U.,
Wxesckas B.JI. I'90TAP-Menua, 2024 — 360 ¢.-ISBN:979-5-6219-6224-3

5. CoBpeMeHHBIE aNTOpPUTMbl NPEHATATHHONH JWATHOCTUKU HACIEICTBEHHBIX OOJIE3HEH:
Meroandeckue pekomenmanuu / B.C. bapanos, T.B. Ky3nenora, T.O. MBamenko, T.K.
Kameesa ; pea. B.C. bapanos, O.K. Aiinamassn ; 'Y HUU akymepcTBa ¥ ruHeKosIorun
uM. JI. O. Orra PAMH, CII6I'Y3 [IuarHoctuueckuii meHTp (MEIUKO-TCHETHYECKHUH). -
Cankr-IlerepOypr : Hayunas smureparypa, 2009. - 115 c. : rpad. - ISBN 978-5-94869-073-

5.

8.2.  Pecypcnl HHGOPMAITHOHHO-TEJIEKOMMYHHKANMOHHOI ceTn « MHTEepHeT»:

Hanmenoanus pecypca cetu «IHTEpHET) DNeKTpOHHBIH aIpec pecypca

OBC «KoHCynbTaHT CTyJEHTa»

http://www.studmedlib.ru

OBbC «KoHcynpTaHT Bpauay

http://www.rosmedlib.ru

Online Mendelian Inheritance in Man® http://omim.org/
Hayunast snekrponnas 6ubnnoreka eLIBRARY.RU | https:/elibrary.ru/defaultx.asp
Ba3a maHHbBIX, IOCBALIECHHASA 3200JIEBAHUIO https://cftr2.org/
“MyKOBUCITHI03”
9. Ilepeuenr UHQPOPMAIUOHHBIX TEXHOJIOIWii, MCHOJIb3YeMBIX JJIsi OCBOEHHUS

AUCHUILINHBI, BKJIIOYAs MepevYeHb MPOrpaMMHOro odecredeHusi, npoeccHOHATbLHBIX
0a3 TaHHBIX 1 HHPOPMALMOHHBIX CHIPABOYHBIX CHCTEM

9.1. Ilepeyenb HHGOPMALMOHHBIX TEXHOJIOTHH, HCIOJIb3yeMbIX IIPH
OCYIIECTBJICHUHU 06p330BaTeJ1bHOFO nmpoiecca:
Ne
i HaunmenoBanue pa3zaena TUCIUTLTHHBI NudopmanmoHHbIe TEXHOJIOTUH
1 IIpenaranbHas AMarHOCTHKA pasmenenne yueOHbIx Marepuanos B DM1OC

dI'BOY BO C3I'MY nm. 1.1. MeunukoBa
Mun3npasa Poccun KOHTpoIIb 3HAaHUI
https://sdo.szgmu.ru/course/index.php?categor
yid=372

9.2. Ilepeyenr  mporpaMMHOro  o0ecmeyeHusi, HMCHOJb3yeMOro  NpH
OCYHIEeCTBJICHMH  00pa30BaTeJIbHOIO  mpouecca  (TUYEH3UOHHOe U C80DOOHO
pacnpocmpanaemoe npoZpammHoe obecneyenue, 6 MOM HUUCLE OMEYECHEEHHO20
npou3zeo00cmea):

Ne HanmenoBanue Cpoxk nefcTBus JLOKYMEHTBI, IOATBEPIKAIOUIHE
/i HNPOrPaMMHOT'O ITPOIYKTa JHMLECH3UU 1PABO HCTIOIL3OBAHMA
IIPOTPaMMHBIX IIPOAYKTOB
JMLIEH3HOHHOE MTPOTrpaMMHOE 00ecTIeYeHHe
1. Dr. Web 1lron Kontpakt Ne 265-2023-3K
2. MS Windows 8 Heorpannyenno l'ocymapcTBeHHBIH KOHTPAKT
MS Windows 8.1 Ne 30/2013-0;
MS Windows 10 I'ocynapcTBeHHBII KOHTPAKT
MS Windows Server 2012 Ne 399/2013-0A;
Datacenter - 2 Proc l'ocymapcTBeHHBIM KOHTPAKT
MS Windows Server 2012 Ne 07/2017-DA.
R2 Datacenter - 2 Proc
MS Windows Server 2016
Datacenter Core
3. MS Office 2010 Heorpaumuenno I'ocymapcTBEHHBIN KOHTPAKT
MS Office 2013 Ne 30/2013-OA;
l'ocyapcTBeHHBIN KOHTPaKT
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Ne 399/2013-OA.

4, Academic LabVIEW
Premium Suite (1 User)

Heorpanuuenno

l'ocyaapcTBeHHBIN KOHTPAKT
Ne 02/2015

JIMIICH3NOHHOC MMPOTrpaMMHOC obecreueHne 0TEYECTBEHHOIO IMPpOU3BOJACTBA

1. AHTHITIarMaT 1 rox Horosop 133/2024-M

2. «WEBINAR (BEBHAP)» 1 ron Kontpakt Ne 211/2024-DA
BEPCHUA 3.0

3. «Cpema 37eKTpOHHOTO 1 rox Kontpakt Ne 121/2024-33EI1
o0Oyuenust 3KLy

4, TrueConf Enterprise 1 rox Kontpakt Ne 216/2024-DA

CBOOOJTHO pacmpocTpaHseMoe PorpaMMHOe 00ecTieYeHre

1. Google Chrome Heorpannuenno OTKpBITOE JINIIEH3NOHHOE
corJTamieHue
GNU GeneralPublicLicense
2. NVDA Heorpanuuenuo OTKpBITOE JTUIICH3NOHHOE

COI'JIAIIICHUC
GNU GeneralPublicLicense

CBOOOJTHO pacIpocTpaHseMoe IPOrpaMMHOE 0OecTIedeHHe OTEYECTBEHHOTO MPOU3BOICTBA

1. Moodle

Heorpanuuenno

OTKpBITOE TULIEH3NOHHOE
COTJIAIIICHUC
GNU GeneralPublicLicense

9.3. Ilepeuenr mnpodeccHOHATBbHBIX 0a3

CIIPaAaBOYHBIX CUCTEM:

JAHHBIX H I/IH(l)OpMaIIPIOHHbIX

Pexxum
JokyMeHTBI,
TOATBEPKIAIOIIHE joctyna s
N HaunMeHnoBanue Cpox DABO 00yJAKOIIUXCS —
) NMPOrpaMMHOT0 aefcTBusA p MHBAJHI0B M JIHII C
n/n HCIO0JL30BAHUA
MPOAYKTA JHLEH3HH OrpaHUYeHHBIMH
MPOTrpaMMHBIX
BO3MOKHOCTSIMH
MPOAYKTOB
310POBbS
1. Koncynsrant [lmtoc 1 ron KonTtpakr -
Ne 1067/2021-DA
2. 9BC «KoHCynbTaHT 1roxn
CTYJCHTaY:
- KomIutekram - JInieH3MOHHBIN https://www.studentlibrar
Menuiuna. JIOTOBOP y.ru/
3npaBooxpanenue. BO Ne 52/2025-33EI1
- Kommmiexkt Meguimaa - JInneH3noHHLIN
(BO) I'DOTAP-Meana. JIOTOBOD
Books in English Ne 49/2025-33EI1
(Kauru Ha aHrIAKCKOM
SI3BIKE)
3. CrnpaBoyHO- 1 ron JINIeH3MOHHBIN -
WH(POPMAIMOHHAS JIOTOBOP
CHCTEMA Ne 56Mb/02-2025
MedBaseGeotar
4, 9BC 1 rox Horosop https://www.ibooks.ru/
«AnOyKkc.py/ibooks.ru» Ne 23/2025-113
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5. Hudposoit 1 rox Horosop https://www.iprbookshop.
o6pa3oBaTebHbIH Ne 51/2025-33EI1 ru/
pecypc IPRsmart
6. DNEKTPOHHO- 1 roxn Horosop https://www.books-up.ru/
OoubnmoTevyHas cucrema Ne 260/2024-33EI1
«byxkam»
7. 9BC «3narenbcTBO 1 rox Jorosop https://e.lanbook.com/
JlaHby Ne 278/2024-33EI1
8. O6pasoBaTenbHas 1 rox JIMLEeH3nOHHBII https://urait.ru/
matpopma FOPAUT JIOTOBOP
Ne 26/2025-113
9. 9BC «3HAHUYM» 1 ron JInIeH3MOHHBIN https://znanium.ru/
nmoroBop Ne 142 36¢
10. | DAEKTPOHHBIC M3IAHUS 1 rox JIntieH3nOHHBII -
B COCTaBe 0a3bl TaHHBIX JIOTOBOP
HAYUYHAS Ne S10-7139/2025
OJIEKTPOHHAA
BUBJIMOTEKA
eLIBRARY.RU
11. | YHuBepcanbHbIe 0a3bl 1 ron -
AIIEKTPOHHBIX
MIEPUOUYECKUX
n3nannit UBUC:
- BJI «Kypnansr Poccun - JInneH3noHHbIN
0 MEJUIIMHE U JIOTOBOP
31paBOOXPAHEHUIO» Ne 206/2024-33EI1
- B «MnauBuiyanbHble - JIneH3noHHbBIN
W3IaHMS JIOTOBOP
Ne 44/2025-33EI1
10. MarepuanbHO-TEXHHYECKOE O0ecniedeHne TUCHMILTUHBI
KaOunersi:

1. VYuebnsrit kimacc Ne 1 (ITHUB Nel2), TTuckapeBckwuii mpocnekT, 1. 47, mut. BB (6 xop.),
1 sTaxx - A8 NPOBEACHUS 3aHATUH JIEKIMOHHOTO CEMUHApCKOro THMA, TPYHIOBBIX M
WH/IMBUYAJIbHBIX KOHCYJIbTAIUN, TEKYIIETO KOHTPOJIS.

2. Yuebnsiit knacc Ne 3 (ITUB Ne7), ITuckapeBckuit mpocnekt, A. 47, nut. bB (6 xopm.), 1
9TaX - JUIsl MPOBENEHUS 3aHATHM JEKIMOHHOTO U CEMHHApPCKOIrO THWIIA, TPYNIOBBIX U
UH/IMBUYaJIbHBIX KOHCYJIbTAlUN, TEKYILEr0 U IPOMEKYTOUHOTO KOHTPOJIS.

3. Kommsrotepnsrit kinace (ITUB Nel0), ITuckapesckuii mpocrekT, a. 47, out. BB (6 xopm.), 1
aTax, Ut P (kopm.9), aya. Ne 18,19 - momemieHue st caMOCTOSTETFHOM pabOTHI.

Mebeab: Jlocka, CTONBI JIsi OOYYAIOIIUXCSI, CTYJIbs, CTOJ MPETNOIaBaTelis, CTON JJIs
3aceaHui, KOMIIBIOTEPHBIE CTOJIBI, CTYNbs 12 ITYK.

Texnnueckue cpencrtBa o0ydeHHs] (KOMIBbIOTEpHAs TEXHUKA C BO3MOKHOCTHIO
HOJKIIIOUEHUS K ceTH «/HTepHeT» u 00OecreyeHus J0CTyna K 3IeKTPOHHONW HHPOPMALIMOHHO-
o0Opa3oBaTenbHO cpeie Y HUBEpCUTETa, MyJIbTUMEINA, AyAHO- U BUICOTEXHUKA).

CrnenuanbHble TexHUYeckue cpenacrBa oOydenus: Roger Pen (MuauBumyaabHbBIN
OecripoBogHOM mepenatuuk Roger B gopme pyuku), Roger MyLink (mpuemHuk curnana
cucreMbl Roger Pen) (mns oOyuaromumxcsi ¢ HapymeHusimu ciyxa); IntelliKeys (nmpoBoanas
KJlaBuaTypa ¢ pycckum mpudrom bpaing ¢ MaTOBBIM MOKPBHITUEM YEPHOTO LIBETA),
(r. Cankr-IlerepOypr, [TuckapeBckuii npoctekt, a. 47, mut P (kopm.9), aya. Ne 18,19, DI'BOY
BO C3I'MY um. U.1. MeunukoBa Mun3apasa Poccun).
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IIpunoxenne A

MunucrepcTBO 3apaBooxpanenus Pocculickon @enepannu

(dexepanbHOe rocyrapcTBeHHOE 0I0KeTHOE 00pa30BaTe/IbHOE yUpeKIeHue
BbICIIEr0 00Pa30BaAHUSA
«CeBepo-3anagHblii rocy1apcTBeHHbI MeANIMHCKN YHUBEPCHUTET
nmenu U.U. MeynukoBa»
Munucrepcrsa 3apasooxpanenus Poccuiickoin ®@enepauuu

(®I'bOVY BO C3I'MYVY um. U.1. MeunukoBa Munsapasa Poccun)

OLHEHOYHBIE MATEPUAJIBI
(7151 TPOBEICHUS TEKYILIETO KOHTPOJISI YCIIEBAEMOCTH M IIPOMEXKYTOYHOM aTTeCTAlUU

o0yJaromuxcsi)
CnenuajJbHOCTD: 31.08.30 I'enetuka
HanpasJjieHHOCTB: I'enetuka
HaumeHnoBaHue AUCHMILIMHBI: [IpenaranpHas IUarHOCTUKA (a1anTalMOHHAS)

Cankr-Iletepoypr — 2025
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Ilepedyens MuIaHNpyeMbIX pPe3yJbTATOB 00y4eHHs 10 JUCIUIITIHHE

Kopn
HHIAKATOpa
JOCTHKEHUS

KOMIIETEHITUHA

Pesynprarel 00yueHus (mokasareian OLlEHUBAHUS)

O1ieHOYHBIC cpe€acTsa

UJI-1 [IK-3.1

3HaeT CTaHAApTHl MNEPBUYHON CHEIUATU3UPOBAHHOMN
MEIMKO-CaHUTAPHOM MOMOIIH, CTICIIUATU3UPOBAHHOM, B
TOM YHCII€ BBICOKOTEXHOJOTUYHOM, MEAUITMHCKON
MOMOIIM TMAlUEHTaM C BPOXKJICHHBIMA U  (WJIH)
HACJICICTBEHHBIMH 3200JI€BaHUSIMH.

ITopsimok okazaHus MEAUIIMHCKOM MTOMOIIM MallueHTaM
C BpPOXICHHBIMH ¥  (MJIM)  HACJICICTBEHHBIMHU
3200JICBaHUSIMHU.

Knmangeckue pekoMeHmanu (IpOTOKOIIBI JICUSHHS ) TI0
BOIIpOCaM OKa3aHUs MGI[HHI/IHCKOﬁ IIOMOIIIHU MMarueHTam
C BpPOXICHHBIMH ¥  (MJIM)  HAacJeICTBEHHBIMHU
3a00JICBaHUSIMHA

[IpuHIUTIEL pacyeTa prucKa IMOBTOPEHUS BPOXKACHHOTO U
(vuTn) HACJIEZICTBEHHOTO 3a00JIEBaHUS B CEMbBE C YUETOM
THIIA HACJICIOBAHUS.

Ymeer MIPOBOJIUTH MEIMKO-TeHETHIECKOe
KOHCYJIBTHPOBAaHHWE TMAIMEHTOB W3 TPYII pHUCKA,
BBISIBIICHHBIX TPH CKPUHHUHTE, B TOM YUCIIE CKPUHUHTE
OepeMeHHBIX Ha BpPOXKICHHBIE TOPOKH DPa3BUTHI U
XpPOMOCOMHBIE aHOMAIMW Yy IUIOJa, MacCOBOM
o0ceoBaHuN HOBOPOKICHHBIX Jetei Ha
HacJIe/ICTBEHHbIC 3a00JIeBaHMsI, IPEUMILIAHTAIIMOHHOM
CKpUHMHTE B  NpOTrpaMMax  BCIOMOTATEIBHBIX
PETPOIYKTUBHBIX TEXHOJIOTHH, a TAaK)Ke YJICHOB CEMbU
MAIMEHTOB C YCTAHOBIICHHBIM THArHO30M BPOKAESHHOTO
W (WIM) HACIEJNCTBEHHOTO 3a00JIeBaHMSA, a TaKKe
3I0POBBIX JIMI[ C TIOJO3PEHHEM Ha HOCUTEIHCTBO
MaTOTeHHBIX MyTallli B FeHAX.

Pa3pabatbiBaTh IJ1aH MPOUITAKTHYECKUX
MEPOTPHUATHN 10 TPERYNPEKACHUIO BPOXKICHHBIX U
(W) HACIENCTBEHHBIX  3a00JICBaHUA B  CEMbE
MAIMEHTOB C BPOXKICHHBIMU (WJIH) HACIEICTBEHHBIMH
3a00JIeBaHMSAMHU, a TaKXKe y 30POBBIX HOCHTENEH
MaTOTEHHBIX MyTAaIMi B TeHaX, BKJIIOYast PEHATAIBLHYIO
n (W) TPEeNMIUIAHTAIMOHHYIO JHAarHOCTHKY, B
COOTBETCTBHM C TOPSAKAMH OKa3aHUS MEIUIIMHCKON
TIOMOIIIH, KIIMHAYECKUMHU PEKOMEHIAIISIMU
(mpoTokonaMu JIeYEHHWs) MO BOMPOCAM OKa3aHHS
MEIMIUHCKON IOMOIIM, C YYEeTOM CTaHIapToOB
MEIUIMHCKON MOMOIII

KontponbHbIe BOpock!
Pedepar
CuTyannoHHbIE 321291
TecrtoBbie 3agaHuA

2. IIpumMepsl OLEHOYHBIX CPEACTB M KPHUTEPUH OLECHHUBAHUS /JIs INPOBEICHUA
TEKYLIero KOHTPoJIs

2.1. IIpumepsl BXOAHOT0 KOHTPOJIA

1. HacnenmoBanwue, cuerieHHoe ¢ mojoM. OCOOCHHOCTH pacyera FeHEeTHYECKOTO PHCKa Mpu
HAaCJIEIOBAHUY TIPU3HAKA, CIIETUIEHHOTO ¢ X-XpOMOCOMOHM.
2. Comaruyeckue U reHepaTHBHbBIC MyTallUH.
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Kpurtepuu orieHku, 1ikajga ONCeHUBAHUS 3a4TEHO/HE 3a4TEHO
Onenka Onucanmne

JdeMoHCTpUpYeT TMONHOE TOHMMaHWe mpoOiemel.  Bce

«3a4YTCHO»
TpGGOBaHI/Iﬂ, OpEABABIIACEMBIC K 3aJaHUIO BBIIIOJIHCHBI

JemoHCTpUpyeT HeMOHNMaHue MpoOIeMbl. MHOTHE TpeOoBaHS,
«HE 32YTCHOY MpeabsBIsieMble K 3aJlaHMI0 He BhIMoNHEeHb. Her orBera. He
OBLJIO TOTBITKY PEIIUTh 331849y

2.2. IlpuMepbl TeCTOBBIX 3aJaHUM

WJI-1 TIK-3.1

Bonpoc Nel. B nepBoM Opake y *eHIIUHBI 33 JIeT poawics peOCHOK ¢ TPaHCIOKAIMOHHOMN
dopmoit G6onesnu layna. Kapuotun sxeHmumubel Oe3 marosoruu. IIpm BTOpOoM Opake co
3/10pOBBIM MY>KUHMHOMH B cilyyae OEpEMEHHOCTH €il clieayeT POBECTH

A) Uccnenopanue kapuoTuIa mioja

b) KoMOmHMpOBaHHBIN NIpEeHATATBHBIN CKPHHUHT

B) UccnenoBanue ¢ MOMOIIBIO MOJIEKYJISIPHBIX 30H]I0B }

') NGS-cexBenupoBanue

Bonpoc Ne 2. OCHOBHBIMU KPUTEPUSMU JJIsl IOKa3aHUI U [IPOBEJICHUIO IIPEHATAIbHON
JUArHOCTHKY SIBJISIFOTCS:

A) IloBblIIIEHHBIN T'€HETUUECKUI PUCK HACIIECTBEHHOIO 3a00JIEBaHNUs B CEMbE

b) OtcyrcTBUE U3MEHEHUH YPOBHS CHIBOPOTOUYHBIX OEIKOB

B) Hanuuue moHorenHoro 3a001eBaHus y OJJHOTO U3 POAUTENEH

I') Hamuuue JJHK Tecta

/1) KoHnTakT ¢ MyTareHaMu Ha paHHUX CpOKax OepeMEHHOCTH

Bonpoc Ne 2 Konnuectennas I1LP (QF-PCR) npu npenaranbHON JUarHocTuke
A) npeHa3HaueHA [UIS BBISIBJICHUS HAOOJIEE YaCThIX aHEYIUIOUINI

b) oOHapyxuBaeT cOanaHCHPOBAHHBIE IEPECTPONKHU

B) BBIsABIISIET BCE BHJIBI XPOMOCOMHOTI0O AucOanaHca

I') I[IpennaznayeHa uisl BBISBIEHUSI MUKPOCTPYKTYPHBIX METPECTPOEK

) [Ipenna3HaueHa a7s BBISIBICHUS TEHHBIX MYTaIlHi

KpI/ITepI/II/I OLICHUBAHUS TECTOBBIX 3aJaHUI

Ouenka Onucanue

«OTIIMYHO) 91-100% mpaBUIBHBIX OTBETOB
«XOPOIIIOY 81-90% npaBUIBHBIX OTBETOB
«YHAOBIETBOPUTEIHHO)» 70-80% mpaBUIBHBIX OTBETOB
«HEYTOBJIETBOpUTETHbHO» | Mernee 70% mpaBUILHBIX OTBETOB

2.3. Ilpumepsnl TeMbl pedpepaTa
NJ-1I1K-3.1
1. Tlepcnextussl HUIIT B coBpeMeHHOM NpeHaTaIbHON TMarHOCTUKU
2. TIpobGnembl U epCIIeKTUBEI MPEHATAIEHOW TUAarHOCTHKHU HACIEICTBEHHBIX O0JIe3HEH C
MO3HUM HavyalloM
3. Oco6ennoctu [1J] u I1I'T

Kputepuu onienku, mkana oneHuBaHus pedepara
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OneHnka

Onucanne

«OTJIIMYHO»

OOyJaromuiicss JeMOHCTPUPYET CHCTEMHBIC, TIyOOKHe 3HAHUS
N3y94aeMOro MaTepHaa, BiaieeT HayIHBIM SI36IKOM; OTBETHI Ha BOIIPOCHI
OTJIMYAIOTCS  JIOTHYECKOH  TOCIEAOBaTEIbHOCTBIO, YETKOCTHIO B
BBIPAKCHUH MBICIIEHl ¥ 0OOCHOBAaHHOCTBIO BBIBOJIOB; JAEMOHCTPHUPYET
3HaHWE WCTOYHHKOB (JMTEpaTypbl, MOHATHHHOTO ammapara W Jap.) U
yYMEHHUE MU MOJIb30BATHCS.

«XOpOouIo»

OOydJaromuiicss  JEMOHCTPUPYET TIOJHOE 3HAaHME  HM3Y4aeMOro
MaTtepuaina, CIocoOeH OOOCHOBBIBATh BBIBOABI M PA3BSCHATH HX B
JIOTUYECKON TIOCIIE0BATENEHOCTH, HO JOIYCKAeT OIIMOKH OOIIEero
XapaKTepa; OTBEThHI Ha BOIPOCHI OTIIMYAIOTCS JIOTMYHOCTHIO, YETKOCTHIO,
3HaHMEM TOHSATHIHOTO ammapara ¥ JUTepaTypsl 0 TeMe BOMpoca Mpu
HE3HAYNTEIbHBIX YIIYIICHHUSIX

«YJOBJIETBOPUTEIILHO»

OOyuaromuiicss JIEMOHCTPUPYET JOCTaTOYHBIA ypPOBEHb 3HAHHSA
OCHOBHOT'0 MaTepuaa, HO JOIyCKaeT CYIIECTBEHHbIC OIIMOKH TP €T0
W3J0KCHUU W/WIM TIPU OTBETE€ Ha BOIPOCHI; NEMOHCTpPHPYET oOIee
MIPECTaBICHNE U DIIEMEHTAPHOE TIOHMMAaHKE CYIIECTBA ITOCTAaBIEHHBIX
BOIIPOCOB, TIOHATUHHOTO anmnapaTa u 00s3aTeIbHON JINTepaTyphl

CHEYOOBJICTBOPHUTCIILHO»

OO0yyarolmuicss JOMyCKaeT MPU OTBETE HA BOIPOCH] MHOXKECTBCHHBIC
OIMOKY MPUHIUIHAIFHOTO XapaKTepa; He MOXKET MPaBUIHLHO OTBETUTh
Ha OOJIBIIMHCTBO BOMPOCOB 3324t U JIOTIOJTHUTEIIBHBIC BOIPOCHI

2.3. [IpuMepbI KOHTPOJILHBIX BOIIPOCOB:

NAa-1I1K-3.1.
1. HccnenoBanye aMHUOLIMTOB C LIEJBIO IPEHATAIBHOW JUAarHOCTHUKH.
2. [lepBuuHas mnpoduIakTUKa HACAEACTBEHHbIX Oone3Hell. Meauko-reHeThueckoe
KoHcynbTUpoBaHue. I lpekoHnenuonHas npodunakTuka. Meronndeckue nNoaxo/bl.
3. IIpenaranbHas nuarHoctrka. [lokasanust 1 oCHOBHbIE MeToanueckne nmoaxoanl. JJHK-

JIMarHocTUKa 3abojeBaHMi y Tuiofa. VIHBa3uBHBIE METOJbI NMPEHATATbHON JHMATHOCTHKH.
OcoOenHoctu nurorenerndyecko u monekynsipHon ([AHK) auarHoctuku HaciieCTBEHHBIX

Oone3Helt y ioaa

KpI/ITepI/II/I OLICHKH, IIKaJIa OOCHUBAHUS 110 KOHTPOJIbHBIM BOIIPOCAM

Onenka

Onucanne

KOTJIHYHO»

3HaeT Bech y4eOHBIN MaTepuall, OTIUYHO MOHUMAET M MPOYHO YCBOWII
ero. Ha Bompocsl (B mpemenax mporpammbl) [aeT TpPaBUIBHBIE,
CO3HATENbHBIC U YBEPEHHBIE OTBETHI. B yCTHBIX OTBETax MOJB3yeTCA
JUTEPATYPHO MPABUIHHBIM SI3BIKOM U HE JJOITYCKAEeT OMNOO0K

«XOpOoI1IOo»

3HaeT Bech TpeOyeMblil y4ueOHBIM MaTephaj, XOpPOIIO IMOHUMAaeT M
MPOYHO ycBOMI ero. Ha Bompocs! (B mpeienax mporpaMmbl) OTBedaeT 0e3
3aTpyAHEeHUN. B yCTHBIX OTBETax MOJIb3yeTCs JIUTEPATYPHBIM SI3BIKOM U
HE JIeJIaeT IPpyObIX OMTMO0K

«YyAOBJICTBOPUTCIILHO»

3HaeT OCHOBHOHM yu4eOHBIN MaTepuan. Ha Bompocer (B mpernenax
IIPOrpaMMBbl) OTBEYAET C 3aTpPyJHEHHUEM. B yCTHBIX OTBeTax JOMyCKaeT
omMOKY NIPY M3JI0KEHUH MaTepualla U B IOCTPOCHUH PEUH

«HCYAOBJICTBOPUTCIILHO»

He 3naet GompInieit yacTu yaeOHOT0 MaTepralia, OTBEUaeT, Kak MpaBuilo,
JIUIIb Ha HABOJSIME BOIPOCHI MPENoaaBaTelis, HEyBepeHHO. B yCTHBIX
OTBETAaX JIOMYCKAET YaCThIE W IPyObIC OMIMOKH

2.4. [Ipumepbl CUTYallMOHHBIX 32/1a4:

WJI-1 TTK-3.1.
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CuryanuonHas 3axa4a Nel.
Ha mpueme namuentka M., 44 roma mo npuuuHe O6epemenHoctd 12/13 Henenb. CKpUHUHT
MIEPBOro TpUMeCTpa mpoiaeH B moaHoM oobeme. Y3U B 12 nenens 0 qas KTP 48,6 mm, TBIIT
3,5 mMm, HK ne Busyamusupytores. cB.p-XI'U=5,45 MoM, PAPP-A 0,45 MoM, Bo3pacTHoii
puck tpucomuu 21 - 1:23. MaauBuayanbHelii puck tTpucomuu 21 - 1:2.
Bomnpocksr:

1. Cdopmynupyiite nuarno3. O0ocHyiiTe mOcTaBIeHHbIN Bamu quarnos.

2. CocraBbTe U OOOCHYITE IJIaH BEACHUS MMAlUECHTKY.

3. KakoBa TakTuka ganpHeinero HaomoaeHus nanueHTku? O00cHyHTe CBOIM BRIOOD

CuryanuonHas 3ajgaqa Ne2.
Ha npueme manmenTka 38 yer mo npuuuHe OepemeHHOCTH 13 Henmenb. CKpUHUHT TIEPBOTO
TpUMeCTpa IpoiiseH B mosHoM oobeme. Y3U sxcnieprHoro ypoBHs B 11 nenens 6 nus KTP 50,5
mM, TBIT 2,9 mm, HK Busyamusupyrorcs. c. B - XI['U=1,2 MoM, PAPP-A 1,8 MoM,
WuauBuayanbHbiil puck Tpucomuu 21 1: 2600.
Bompocsr:

1. Cdopmynupyiite nuarano3. O00cHyiiTe TOCTaBIeHHBINH Bamu quarHos.

2. CocraBbTe U OOOCHYITE IJIaH TOTOJHUTEIHLHOTO 00CIe0BaHNS MAIUECHTKY.

3. CocraBbTe 1 000CHYHUTE IUIaH BEJACHUS MMAITUCHTKH.

4. KakoBa TakTuKa JalbHeiIIero Haomoaenus nanueHTku? O60cHyiTe CBO BHIOOD

CuryanuonHas 3axa4a Ne3.
HpI/I OUTOI'CHCTUYCCKOM HCCJICOIOBAHUU IIJIAICHTHI HA chKe 16 HEACJIb BBISIBJICH KapI/IOTI/IH
47 xy,+21[11]/46,xy[12].
Bomnpocsr:
1. CocraBbTe U 000CHYITE IJIaH JTOTOJHUTEIHLHOTO 00CIe0BaHNS MAIUECHTKH.
2. CoctaBbTe M 000CHYITE TUTaH BEJICHUS MTallMEHTKH.
3. KakoBa TakTuka ganpHeiero HaomoaeHus nanueHTku? O60cHyHTe CBOI BHIOOD

Kpurepuu onieHku, nkasna OlleHMBaHUS CUTYAIllMOHHBIX 3a]1a4

Onenka Onucanne

«OTITAIHOY OObsicCHEHHE XOJla pEIIeHUs CHUTYallMOHHOM 3ajayd MOJpOOHOE,
MOCJIEI0BATEIILHOE, TPAMOTHOE, ¢ TEOPETUYCCKUMK 00OCHOBAaHUSIMH, C
HGOGXO}II/IMHM CXECMATHUYCCKUMU I/I306pa)KeHI/I$IMI/I U HarJIsiAHbIMU
JNIEMOHCTPANUSMU, C TIPAaBWIBHBIM H  CBOOOJHBIM  BIIAJCHHEM
TEPMHUHOJIOTHEH; OTBETHI Ha JIOMOJHUTEIbHBIE BOMPOCH! BEPHBIE, YETKHE
«XOPOIIIO» OO0BsicHEeHHE XOlla PEIICHHUS] CUTYAIlMOHHOW 3ajadyd TOJIpOoOHOE, HO
HEOOCTATOYHO JIOTUYHOC, C CAMHUYHBIMU OHH/I6KaMI/I B JCTalIAX,
HEKOTOPBIMU  3aTPYJHEHHSMH B TEOPETHYECKOM OOOCHOBaHWH,
CXEMATHUYCCKUX 1/1306pa>1<eH1/151x 1 HarJisiAHbIX JICMOHCTpaIH/I?IX, OTBECTHI
Ha OOIIOJIHUTCIBHBIC BOHpOCBI BepHBIe, HO HEAOCTATOYHO YECTKHUEC
«YIOBIIETBOPUTEIHLHOY OOBsICHEeHHE XOJa PEIICHHUS CHUTYallMOHHOW 3a/Jayd HEJIOCTaTOYHO
MOJTHOE, HETOCIIE0BATEIEHOE, C OMTMOKaMH, CIa0bIM TEOPETHYECKUM
OGOCHOBaHI/IeM, CO 3HAYUTCIIbHBIMHU 3any11HeHI/I$IMI/I n OIHI/I6KaMI/I B
CXEMATHUYCCKUX 1/1306pa>1<eH1/151x 1 HarJisiAHbIX JICMOHCTpaIH/I?IX, OTBECTHI
Ha JIOTIOJIHUTENBHBIE BOIPOCH HEJOCTATOYHO YETKHE, C OIIMOKaMU B
JEeTaIsIX

«HEYIOBJICTBOPUTENbHO» | OOBICHEHHE XOAa PENICHHS CUTYAllMOHHOW 3aJadd JaHO HEIOJIHOE,
HETocJeI0BaTeNIbHOe, C TPyObIMU oOImMOKaMu, 0€3 TEeOpEeTUIECKOTO
o0ocHOBaHUs, 0€3 YMEHHSI CXEMaTHYECKUX N300paKCHUN U HATJISIITHBIX
JMIEMOHCTPAIMA WX C OOJNBIIMM KOJMYECTBOM OIMMOOK, OTBETHI Ha
JIOTIOJTHUTEIHHBIC BOMTPOCHI HEMPABIIILHEIC HITH OTCYTCTBYIOT
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3. lIpouenypa npoBeeHNns TEKYIIEro KOHTPOJIsI

Texymuii KOHTPOJIb YCIIEBAEMOCTH 10 TUCIMITIIMHE POBOAUTCS B JOpPME: TECTOBBIX 3a/laHHH,
3alIUThl pedepaToB, PELICHHUsS CUTYAlMOHHBIX 3a/ad, cOOece0OBaHMs IO KOHTPOJIbHBIM
BOIIPOCAM.

4. TlpuMepbl OLEHOYHBIX CPEeICTB M KPHUTEPUHM OUECHUBAHMS /ISl TPOBeIEHUs
MPOMEKYTOYHOM aTTeCTAUMHU

4.1. [IpumepHbIii NepevYeHb KOHTPOJIbHBIX BONIPOCOB /IJIsl IOATOTOBKH K 3a4eTy:
N-1T1IK-3.1

Bunbl Mmo3annusma.

2. KomOunupoBanubsiii Y3 u Onoxumuueckuii ckpuHuHT B I Tpumectpe. D¢ (hekTuBHOCTH

porpamMm IpeHaTaIbHOrO CKPUHHUHTA

HeunBasusnas JIHK-nuarnoctrka XxpoMOCOMHBIX O0JI€3HEH

QF-ITLP B npeHaTaqbHON AMArHOCTUKE XPOMOCOMHBIX 00JIe3HEH

XPpOMOCOMHBIN MUKPOMAaTPUYHBIM aHAIIN3

Ornpenenenne NpeHaTaNIbHONM TUArHOCTUKU. DyH/IaMEHTANIbHBIE U MPUKIIAHbBIE aCHEKThI

IIPEHATAIbHOW TUAarHOCTHUKHU.

[IpenaranabHBI CKPUHUHT IO CHIBOPOTOYHBIM (paKTOpaM MaTepHu.

8. KapumorunupoBanue, Kak OCHOBHOW METOJ MpEHATaIbHON JMArHOCTHKH XPOMOCOMHBIX
Oose3Hei.

9. Hcnonn3oBanue FISH- Mmerona npu npeHaTanbHON JUAarHOCTHKE XPOMOCOMHBIX O0JIe3HEH

10. Ilpenaransuas JIHK-muarHoctuka. wblmeynond auctpodum romenna. [Ipsmas u
KOCBEHHAs! IMarHOCTHUKA.

©o ok w =

~

KpI/ITepI/II/I OICHKH, IKaJla OOCHWBAHUS 110 KOHTPOJIBHBIM BOIIPOCaM

Onenka Onucanmne

3HaeT BeCh y‘le6HLIﬁ Martepuall, OTJIIMYHO IOHUMACT U ITPOYHO YCBOUII €T 0.
Ha BOIIPOCHI (B npeaeiaax HpOFpaMMLI) JAacT MPaBUJIbHBIC, CO3HATCIIbHBIC

COTJINIHO»
M yBEepeHHbIE OTBETHl. B YCTHBIX OTBETax MOJB3YETCSA JMTEPATYPHO
MIPABHJIBHBIM SI3bIKOM U HE JIOMYCKAET OMIMOOK
3HaeT Bech TpeOyeMbll y4eOHbBII MaTepra, XOpOIo MOHUMAET U IPOYHO
ceoun ero. Ha Bompockl (B mpeaenax NporpaMmbl) OTBe4aeT Oe3
«XOpOIIO» Y p (8 mpex porp )

3aTpyIHEHHH. B yCTHBIX OTBETAX MOJB3YETCs TUTEPATYPHBIM SI3BIKOM H HE
JIeaeT TpyOBIX OMIOOK

3HaeT OCHOBHOW yueOHBIH MaTepuan. Ha Bompockl (B mpenenax
«yIlOBJICTBOPUTEIILHO» MPOrpaMMBbI) OTBEYAET C 3aTPyJHEHHEM. B YCTHBIX OTBETax JIOIyCKaeT
OIIMOKY NP U3JI0KEHUH MaTepHasia M B IOCTPOCHUH PEUH

He 3naet Gosplieid yactu yueOHOro Marepuana, OTBe4aeT, Kak IpaBuilo,
«HEYZIOBJIETBOPUTENBHO» | JIUILIb HA HABOJAIINE BOIPOCH! MpENojaBaTelsi, HEyBepeHHO. B ycTHBIX
OTBETax JIOMYCKAeT YacThIe U rpyOble OmnOKH

4.2. IpuMepbl CUTYalIHOHHBIX 32/1a4:

NJ-1TIK-3.1

CuryauuonHas 3agaya Nel.

Pesynbrar IIUTOTEHETUIECKOTO aHam3a KJIETOK BOPCHH XOpHUOHA:
45,XY ,der(14;22)(q10;910)pat.

Bomnpochsr:

1. Cdhopmynupyiite nuarao3. O6ocHyiTe AUarHO3.

2. KaxkoBa TakTrka ganpHeimero HadmoaeHus ceMbi. OO0CHYITE CBOM BBIOOD.
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3. [TpenyioxxuTe BO3MOKHBIE BApUAHTHI INITAHUPOBAHUS OEPEMEHHOCTH B JAaHHOM ceMbe.

Cutyaumonnas 3agaqa Ne2.

B niepBom Opake y >xkeHIIHHBI 33 JIeT poarIcs peOCHOK ¢ TPaHCIOKAIIMOHHOM opMoii 00sie3HN
Hayna. KapuoTumn xeHupnsl 6e3 narosoruu. B Hactosiee BpeMs y )KEHIIMHBI BTOPOH Opak
Bomnpocnr:

1. CocraBbTe U OOOCHYWTE IUIaH TMPEHATAIBHOW W/WIM TPEeIUMIUIAaHTAIIMOHHOM
JTUarHOCTHKY TIpH O€pEMEHHOCTH B HacTosIeM Opake. OO0CHYHWTE CBOM BBIOOD.

CuryanuonHas 3agaqa Ne3.

Ha mpuem k renetuky oOparuiach keHUIMHA 42 JeT, MaTh peOeHKa ¢ (HEHHIKETOHYpHUEH,
IUTaHUPYIOILasi 0€pEMEHHOCTh B TOM ke Opake.

Bonpocsr:

1. CocraBpTe U O0OOCHYWTE IUIaH MPEHATAIBHOW W/WIM TpeIUMIUIaHTALlMOHHOM
nuarHoctuku. OO0CHYHTE CBOM BBIOOD.

Kpurepun onieHku, mkana ONEHUBAHUS CUTYAllMOHHBIX 3a]1a4

Ouenka Onucanue

COTIIUYHOY O1leHKa «OTIUYHOY» CTABUTCS B TOM ClIydae, KOrja O0yJarouics 1aeT
MPaBUIIbHBIC, CO3HATENBHBIC U YBEPEHHBIC OTBETHI HA MOCTABJICHHBIC
BOMpoChl. [loyb3yeTcss NUTEPATypHO TMPaBHIBHBIM S3BIKOM M HE
JTOITYCKAET OIIMOOK.

«Xopouo» O1ieHKa «XOpOIII0» CTABHUTCS, KOT/Ia OOYYaroIIuics 0e3 3aTpyIHEHHI
OTBEYAaeT Ha TOCTaBIIEHHbIE BoOMpochl. [lodp3yeTcs nuTepaTypHO
MPaBUIIBHBIM SI3BIKOM H HE JIeNIaeT IPYObIX OIITHOOK.

«YZIOBJIETBOPHUTEIBHO» OneHka «yIOBJIETBOPUTEIBHO» CTAaBHUTCS, Korja oOyvaromuiics
WCTIBITHIBAET HEKOTOPbIE 3aTpyAHEHHs MpPHU OTBETE HA BOINPOCHl H
MPEeoJIoNIeBaeT UX ¢ HEOOJIBIION MOMOMIEIO MpenoaBarens. JlomyckaeT
OLINOKH ITPU U3JI0KCHHUUN MaTCpuajia U1 B IOCTPOCHUUN PCUH.
«HEYIOBJIETBOPUTEIbHO» | OLEHKA «HEYIOBJIETBOPUTENIBHO)» CTAaBUTCA, KOI/A OOy4YaroLIMKCs
oOHapy>KMBaeT He3HaHHE OOJBIIOW YAaCTH NMPOrPaMMHOIO MaTepuana,
OTBEYACT, KaK IIPaBUJIO, JIMIIb HAa HABOAAIINE BOIIPOCHI MIPCIIOAaBaTeIA,
HEYBEPEHHO

KpI/ITepI/II/I OIICHKH, IIKaJ1a UTOTOBOI'0 OIICHWBAHHA (3aqu)

OneHka Onucanne

OOyuatomuiicss  1€MOHCTPHpPYET JOCTATOYHBIM ypOBEHb  3HAHHUSA
OCHOBHOTO TIPOTPAaMMHOI0 MaTepuaia, HEOOXOIMMOTOe IJISi PEelIeHUs
npoeCCHOHANBHBIX 3371ad, BIIAJCET HAYYHBIM SI3BIKOM; OTBETHI Ha
«3a4TEHO» BOIPOCH! OTIMYAIOTCS JIOTHYECKON MOCIIEN0BATENBHOCTBIO, YETKOCTBIO B
BBIPOKEHUH MBICIE W OOOCHOBAHHOCTHIO BBIBOZIOB; JIEMOHCTPHPYET
3HaHWE HCTOYHUKOB (JIUTEpaTyphl, MOHATHUHHOTO ammapara W Jp.) U
YMEHHE UMM T10JIb30BaTHCS

O6yqa}0mnﬁcs; A0IMYyCKACT IPpU OTBCTC Ha BOMPOCHI MHOKCCTBCHHBLIC
«HE 3a4TCHO» OIINOKHU IMIPUHOUIIAAIIBHOTO XapaKTepa; HE MOXET IIPaBUJILHO OTBETUTH
Ha OOJIBIIMHCTBO BOIIPOCOB 3aJa4X 1 JOIMOJTHUTEIIBHBIC BOIIPOCHI

5. IIpoueaypa npoBeaeHUs MPOMEKYTOUYHON ATTECTALUH

[TpomesxyTouHas arTecTaus 1o JTUCHUIUTMHE IPOBOAUTCS B (popme 3auera. 3aueT BKIIOYAET B
ce0s1: cobeceJoBaHUE 110 KOHTPOJIBHBIM BOIPOCaM U PEIIEHHE CUTYAIl[MIOHHOM 3a1a4H.
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