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Pazpaborumku:
1. Yepnesckuii JI.K., accucrenr kadeaper daxynsrerckoit
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1. OBIIUE ITOJIOYKEHUSA

JononuutenbHas IpodeccHoHalbHAs IporpaMma IepenoAroToBku «Il'eHerHueckoe
KOHCYJILTHPOBAHHE» CO CPOKOM OCBOeHMsl 36 akajeMuueckux yacoB (nanee — IIporpamma),
peammzyemas 8 ®I'bOY BO «JIMMVY» Munznpasa Poccun (nasiee — YHuBepcuTer) sBiSeTCS
HOPMATHBHO-METOMYECKHM JOKYMEHTOM, PETIAMEHTHPYIOIHM COJEpIKAHUE, OpraHu3alMOHHO-
MeToH4ecKue (OPMbI M TPYIOEMKOCTE 00y YeHHS.

KPATKAS XAPAKTEPUCTHUKA ITPOI'PAMMEBI
[Tporpamma pazpaboTaHa Ha OCHOBE CIIEAYIOIIHUX JIOKYMEHTORB:
1) ®enepansHOro 3akoHa «O0 obpazoanun B Poccuiickoit @exepanumy» ot 20.12.2012 N 273-
@3, EKC 2017 (paznen yteepxkneH [Ipukazom Munsnpasconpassutus P® ot 23.07.2010 Ne
541n).
2) EnuHoro KBaJH(UKAIMOHHOTO CIPABOYHHUKA JOKHOCTEH PYKOBOAUTENEH, CIEIMAINUCTOB H
apyrux cayxammx (EKC), paspen «OOmeoTpacneBble KBaTH(HUKAIHOHHEIE XapakTePHCTHKH
JIOJDKHOCTEH pabOTHHKOB, 3aHATHIX HA MPEANPHUATHAX, B YUPENJICHHUSIX H OpraHu3aiusx»,
yrBepxkaennble [locranopiennem Muntpyna PO ot 21.08.1998 N 37 (penaxuus ot 15.05.2013).

IIporpamma peanusyercss Ha OCHOBaHMH JiHIeH3Hn DenepanbHOR ciyX OBl IO HAI30PYy B
cepe obpazoBanus M HayKH Ha OCyIIeCTBICHHEe 0Opa3oBaTenbHOM AeaTensHocTH oT 07 Mas 2018
r. Ne 2739.

Ieas Ilporpammel — yJIoBIETBOpeHHE 00pa30BaTENbHBIX W IPO(eCCHOHATBHBIX
norpebHOCTelH, obecreueHHe COOTBETCTBUS KBATH(UKAIMH Bpavell MEHSIOIINMCSA YCIOBHAM
npoq)eccnonansnoﬁ IesITeJIbHOCTH H COIHAIILHOMU Cpenbl; COBEPHICHCTBOBAHHEC HMCIOIIHXCSH
npodeccHoHaNbHBIX KoMmnereHuuit (nanee — I1K), HeoOXomuMmbix Juis HpodecCHOHATBHOM
JIeATETbHOCTH | TIOBBIIIEHHs TPO(ECCHOHAIBHOIO YPOBHA B paMKaxX HMEIOIIeHCcs KBAHM(PUKAIIHH

B npouecce ocBoeHMS TIpOrpaMMbl - CIIylIaTeNb  IOJy4aeT TpodhecCHOHAIBHBIC
komneteHIwmH (11K).

Tpynoémkocts ocsoenus llporpammel — 36 akageMuYecKHX 4acoB

Kareropus caymareneii:

Cnymarenu, HMMEIOIIHE BBICIIEE WJIH CpefHee MpoQecCHOHaIbHOe 00pazoBaHue 110
HanpasJeHHIO0 MenunuHa.

K jmnam, nocrynmaronpiv  Ha  oOydemme 1mo  Ilporpamme, — mpennsBISIIOTCS
KB (hUKAIIMOHHbIE TpeOOBaHuUS:

= BHICIIee MpodecCHOHANbHOE o00pa3oBaHHE — CHENUAIMTET 110 OJHOH M3
cnennanpHocTei:  «JleuebHoe peno» (YpoBeHB CHELHATMTETA), «Ilemuarpus» (ypoBeHb
cnenpanureTa), «Mejuko-npodunakTudeckoe Aeno» (ypoBeHb creruanntera), « CTOMaToNnorus»
(ypoBens crienanuTera), « Papmanus» (ypoBEeHb ClIEIHATUTETA)

@opmbl  00y4eHHs ONpeNeNsIoTes JUI KaXJIoro IHMKIA ¢ y4éToM moTpeGHOCTElH
clymaTenei:

-0YHasd / OYHO-3a04Has / 3a04HAS;
-c npumeHeHueM / 6e3 npumenenns 10T u D0;
-C TIOJIHBIM OTPBIBOM / C YaCTHYHBIM OTPBIBOM / 0€3 OTphIBA OT pabOTEI.



2. INTAHUPYEMBIE PE3YJIbTATBI OBYUEHUW S

B pesynbrare ocBOCHHs IIPOrpaMMBl CIIyIIATe b J0JDKEH IPHOOPECTH CleIyIOLIHE 3HAHUS
U YMEHHS, He00X0IUMBIE JIUIsl KAUEeCTBEHHOI'0 H3MEHEHHsI KOMIIETEHIIHH, YKa3aHHBIX B 11.1:
CJIymaTe b J0/UKEeH 3HATD:

- NPHHIMIEBI MEJMKO-TEHETHYECKOT0 KOHCYIBTHPOBAHHUS, OCOOEHHOCTH OCMOTpA IAIUeHTa ¢
HaclIECACTBCHHbBIM 3&60HCB3HHBM;

- OCHOBHBIE HacCJICICTBEHHLIC 3a00eBaHus HepBHOﬁ CHCTCMBI, OCHOBHBIE HACJICACTBEHHBIC
OIyXOJIEBBIE CHHIPOMBI,

- aNrOPHTM NIPOBE/ICHUS IPEHATATFHOTO CKPHHUHTA HACIEICTBEHHEBIX 3a00/IeBaHHIA;

- MeTOAMKy cOopa aHaMHe3a XU3HM M 3a00JieBaHHi, Kajlo0 y TMalHeHTOB (MX 3aKOHHBIX
npeacTaBUTENEl ), 0CMOTpa U (PU3HKAIBHOTO 00CeI0BAaHUST; KIIMHHYECKYIO KAPTHHY, METO/IEI
IUaTHOCTHKH HauOolee paclpoCTPaHEHHBIX HACHEJICTBEHHBIX 3a00JICBaHMM, METOIbI
n1abOpaTOPHBIX M MHCTPYMEHTAIBHBIX UCCIIeIOBAHHUIA.

cIymaTeb J0JIZKEH YMETh:

- ONUCBIBATh (DEHOTHUII NALIHEHTA, OCYLIECTBIIATE BHIOOP METO/1a MOJIEKYIAPHO-
reHeTHYECKOr0 HCCIIeI0BaHMsI IS NAllMeHTa C Hac/leICTBeHHEIM 3a00JIeBaHHEM;
- paboTathk c MeXTyHapOJHBIMH OHNaMH 6azamu naHHbIX (OMIM u ap);

= OCYLIECCTBJIATE BI:IGOp METO/1a UCCIIEJI0BAHMS B COOTBETCTBHH C IIOCTABICHHOM 3a7iauei.

caymaresb JO0/LKEH BJIaJeTh:

= OCHOBHBIMHM TepMHHAMM U F'€HETHUECKUMH MOHATHIMHU B 00JIACTH MOJIEKYJISIPHOH ,
KJIMHHYECKON TIeHETHKH.

- METOJaMH pacyeTa pUCcKa BO3SHHKHOBEHUS HACIIEACTBEHHOIO 3a00/IEBAHUS B CEMBE,
OMCKOM HH(OpPMALUH 0 3a00JIEBAHHH B MEXIy HAPOIHBIX OHJIAIH 0a3ax MaHHBIX IS OLEHKH
IIPOrHO3a, METOJaMH OLIEHKH IIaTOI€HHOCTH BBIABIICHHBIX FT€HETHUECKUX BApPUAHTOR;

-MeTo/AUKOH cOopa kanob, anaMHe3a JKU3HH 1 3a00JIeBaHUS Y TIAIIMEHTOB (MX 3aKOHHBIX
npeAcTaBUTENEiH ), BBIIBJIECHUS (DAKTOPOB PUCKA M IIPHYHMH Pa3BUTHSA HACIEACTBEHHEIX
3aboseBaHui; 0CMOTpa U (PU3UKAIBHOTO 00C/IeI0BaHKE NALMEHTOB; IMAarHOCTHKH Hauboee
pacrpocTpaHEHHBIX HACJIECTBEHHbIX 3a00/IeBaHuUil; IOCTAHOBKM JIHarHo3a B COOTBETCTBHH C
MEXIyHapOoHOMH CTaTHCTHYECKOH KiraccHpuKanueit OonesHel u nmpodieM, CBI3aHHLIX CO
3JI0POBLEM.
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3. VYEGHBIM ILIAH

Yucno yueOHBIX 4acoB aig?:fw
Ne HaumeHoBaHue pasnenos,
n/n GokoB, Moyeit San s
4acoB 1 C, I13,
OCK'
1 2 3 | 4 5 | 6
1 Moayab 1. I'enerHueckoe | 36 6 30 | Texyuwmii koHTpOsH
KOHCYJIbTHPOBAHHE
1.l I'eneTnyeckoe KOHCYIBTHPOBAHHE 2 2 - YCTHEBIH oripoc
HAIHEeHTOB C HACIe/ICTBEHHBIMH
3a00JIeBaHUSIMH
12 ['eneTHueckoe KOHCYJILTHPOBAHHUE 2 2 - YCTHBIIT orpoc
ceMefHBIX map U OepeMeHHBIX
XKEHILMH
1.3 OHKOreHeTHKa 2 2 5 TECTHPOBAHHE
1.4 CuHAIpOMOIOTHS 6 - 6 YCTHBIH onpoc
1.5 Hetiporeneruxa 6 - 6 YCTHBII 0npoc
1.6 PenpoaykTuBHas reHeTHKA 6 - 6 pelueHKe CHTYAlMOHHBIX 3a/aY,
1.7 Pacuer prucka BOZHUKHOBEHUS 6 - 6 pellIeHHe CUTYaLHOHHBIX 3a1a4
HacleICTREHHBIX 3a00JIeBaHuUit
1.8 HuTeprnperanus pe3ybTaToB 6 - 6 peleHKe CHTYalMOHHBIX 3a1a4,
TFEHETHYECKUX HCCIIEOBaHUM
BCEI'O YACORB: 36 6 30 TECTHPOBAHHE

4. KAJIEHIAPHBIN YUEBHBIN I'PA®HUK

AynuTtopHbIe 3aHATHA Ha 6aze YHHBEPCHTETA MPOBOASTCS B padoune IHU C MOHeAeTbHAKA
no narHEny B nepuox ¢ 8:30 mo 16:00 wac. IlpoaomkuTeNnbHOCTh ayIUTOPHBIX 3aHATHIA
BapeHpyeT oT 4 o 8 akajeMH4YecKHX 4acoB B JieHb. [IpoqomkuTensHOCTh S-THAHEBHOM paboyeit
HeJlesIu cocTaniseT 36 JacoB.

IIpu ocBoeHuu 9acTu mporpaMmbl B popMe CTXHPOBKH y4eOHBIH rpaduk onpenernsercs
CIIyImIaTeNneM CaMOCTOATENBHO 110 COIJIACOBaHMIO ¢ paboTomaTeneM WWIM pPyKOBOIHUTENIEM
KIIMHUYECKOI Oa3bl CTaKHUPOBKH.

Ilpu ocBoeHMM BceH HJIM YaCTH IIPOrPaMMBI C HCIOJIB30BAHHEM JMCTAHIMOHHBIX
00pa3zoBaTeIbHBIX TEXHONOTHH B o(diaiin pexumMe ydeOHBIH rpadguk onpenensercs ciyuareiem
CaMOCTOATEJILHO.

Ilpu peanuszanuu ITporpamMmbl B BHIE BBIE3JHOIO IHKIA ITOBBIMECHHS KBATH()HKAIHMH
yueOHBIH TpadHK OnpelesieTcs IPUHUMAIOLIEH CTOPOHOI.

Tunosoe pacnucanue pacnonaraetcst Ha CD-Jucke, sIBIsIOMEMCs HEOTHEMIIEMON YaCTHIO
ITporpamMmeL.

1¢, N3, OCK - CeMUHapbl, NPaKTUYECKWe 3aHATUA, 0BYYaOLWMKA CUMYNALMOHHBIW Kypc
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5. PABOUYME ITPOIr'PAMMBI YYEBHBIX MOJIYJIENA

Mopayas 1. I'eneTnyueckoe KOHCYJILTHPOBAHHE

Tema 1.1 T'eHeTHYeckoe KOHCYJLTHPOBAHHE TNALMEHTOB ¢  HACJAEICTBEHHBIMH
3a0oJieBaHusIMH. BBejleHHe B MeIMKO-IeHeTHYecKoe KOHcylbTHpoBanue. [lpunnuner cbopa
reHeaJorH4eckoro aHamHesa, OmnpeleleHds Tuma HachegoBanus. OcMOTp MalMeHTa, OlEeHKa
¢denoruna. JlabopaTopHO-HHCTpyMEHTaNIbHAsA [OMAarHOCTHKA HACHEICTBEHHBIX 3a00JIeBaHMI.
CoBpeMeHHBIE MOJIEKYJIIPHO-TEHETHYECKHE METOABl AMArHOCTHKH. COBpeMEHHBIE IPUHIIUIIEI
JIeYeHHs HAClIeICTBEHHBIX O0Ie3HEeH.

Tema 1.2 T'emernyeckoe KOHCYJIbLTHPOBAHHE ceMeiiHBIX Hap M OepeMeHHBIX JKeHIIHH.
[IpenaraneHass AWarHocTHKa. ['eHeTMKa B aKyIIepCTBE-THHEKOJIOTHH, YPOJIOTHH-aHIPOJIOIHH.
becrinogue. IlnanupoBanum cembu. [IpHHITMIIBI MeETUKO-TEHETHYECKOTO KOHCYJILTHPOBAHUS
ceMeifHbIX nap. HeoHaTanbHBINH CKPUHUHT.

Tema 1.3 OnkoreHernka. DUHAEMUAOJIOTHS OHKOJIOrHueckue 3abonepanuil B Poccuu u B Mupe.
MoJieky/sipHBIE  OCHOBBI  KaHIleporeHe3a. | epMUHAJIBHBIE M COMATHYECKHE TI€HEeTHYECKHe
BapuanTel. HacnencTBennsle omyxomeBble CHHAPOMEL [Toxo/1b1 K IMarHOCTHKE HACIENCTBEHHEBIX
OIIyXOJIEBBIX CHHAPOMOB. I[lomxomel k TapreTHOHl TepanHH OHKOJIIOTHYECKHX 3a00JIeBaHHIA.
CpaBHeHHe pa3IHYHBIX eHETHUECKUX UCCIIEOBAHUI.

Tema 1.4 Cunapomosorusi. HaciencTBeHHBIE CHHIPOMBL  ONHMJIEMHOJIOTHS, STHOJIOTHSL.
OTnuunTeNbHBIE 4YepPTHhl HAcIeJCTBEHHBIX CcHHApoMoB. Haubomee wacto BcTpevarontHecs
maMopbun. Tepmunonoruss HPO. Mexnynapoiasle oHnaiH-6a361 HACIEICTBEHHBIX CHHIPOMOB.
IToaxoap! K ANArHOCTHKE HACIIEICTBEHHBIX CHHAPOMOB. BO3MOXKHOCTH TepanuH.

Tema 1.5 Heiiporenernxa. HacnenctBenHo 00ycioBieHHBIe 3a00/1€BaHNs HEPBHOH CHCTEMEI.
Tonwueckas ¥ TeHETHYECKas KiacCH(UKAIMU. OIMIEMUONIOTHS HACIIEJCTBEHHBIX Ooe3Hei
HEpBHOH CHCTEMBI. JTHONATOT€HE3, JHArHOCTHKA, BO3MOXKHOCTH Tepanuu. [IpHHIMIEB!
HeBposioruyeckoro  ocmorpa. Haubosee pacnpocrpaneHHble  3a0o0ieBaHMs:  CIUHAJIbHAS
MpleuyHas — atpodus, MHOmMcTpodHM,  HAcleNCTBEHHBIe  NONMHeHpomatuu.  Macku
HAc/IeCTBEHHBIX 3a00IeBaHUN HEPBHOH CHCTEMBI.

Tema 1.6 PenpoayxkTuBHAsi reHeTHKAa. B03MOXHOCTM TE€HETUKM B IIJIAHUPOBAHUHU CEMBH.
Omnpenenenne craryca HOCHTEJIBCTBA HAcle[ACTBEHHBIX 3aboneBanuii. Hawmbonee wacto
BCTpevaloIlnecss B IIONMYJSIIIMM HAcleJCTBeHHBIe 3a0oieBaHus. BoO3MOXHOCTH CKpHHMHIA.
BcernomorarenbHble penpoayKTUBHEIE TeXHONOTHH. [IperpaBuaapHas moAroTOBKa U JMarHOCTHKA.
Tema 1.7 Pacuér pHcKa BO3HHKHOBEHHS HAacJeJCTBEHHLIX 3a0oaeBanuii. [IpHHITHIE
OIIpe/Ie/ICHHUs] PUCKA BO3HHKHOBEHHS HACJIECACTBEHHOIrO 3a00JIeBaHHS I KOHKPETHOH CEMBH.
Pacuer pucka npH ayTOCOMHO-PEIECCHBHOM, ayTOCOMHO-IOMHHAHTHOM, CIIEMJIEHHBIM C T10JIOM
THIIE HaclenoBaHus 3aboneBaHus. PacueT prcka BPOXKIEHHBIX TOPOKOB pa3BHTHA. PacyeT pucka
[IOBTOPHOT'O BO3HUKHOBEHHUS B CEMbE MYJIbTH(AKTOPHAIBHBIX 3a00JIeBAHHIA.

Tema 1.8 MnTepnperanus pe3y/ibTATOB FeHEeTHYECKHX Hcc/lexoBaHuii. Buasl reHeTHYecKux
HCCIIeIOBaHUH, MX BO3MOXKHOCTH W orpaHudenus. [loctmaboparopHbie sTansl (HOpMUPOBAHUS
sakmouenus.  OcHoBel  OuouHoOpMarHyeckod  00paboTkM  pe3yabTaToB  MOJEKYJISPHO-
TeHETHYECKHUX HccnenoBaHuii. [IpuMeHeHHe MeXIyHApPOAHBIX OHJNAMH-0a3 JAHHBIX JUIs
uHTEeprpeTaliui pe3yabraroB NGS. BriOop TakTHKH BeJleHUS INalMeHTa B 3aBHCHMOCTH OT
pe3yIbTaTOB HCCIIeIOBAHMS.
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6. OPTAHU3AIIMOHHO-IIEJAI'OTHYECKHE YCJIOBHUSA
PEAJIM3ALIUHA ITPOT'PAMMBI

KaapoBoe o6ecniedenne peanuzaunuu Ilporpammsi

Peaymsanus [Tporpammel obecreunBaeTcs PyKOBOMASAINMMH H Hay4HO-IIEarord4ecKuMH
pabotHHKaMu Kkadenp, peamusytonmx IIporpammy, a Takke JHIAMM, IPHBJIEKAEMBIMH K
peamizanuu IIporpaMMbl Ha yCIOBHSIX IPaXKIaHCKO-TIIPABOBOTO JIOTOBOPA.

Jlons Hay4HO-TIEAarorMyeckux pabOTHUKOB (B HpPUBEAEHHBIX K IIEIOYMCIEHHBIM
3HAYEHHSAM CTABOK), UMEIOIIUX YYEHYIO CTEleHb (B TOM 4HCIe, yUEHYIO CTeNeHb, IPHCBOEHHYIO
3a pybGeskoM M mpu3HaBaeMyio B Poccuiickoit ®enepanun) u (Mim) yuéHoe 3BaHHE (B TOM YHCIE,
yuéHOe 3BaHKe, MOJIydYeHHOe 3a pyOexoM M npuzHaBaemoe B Poccuiickoii @enepanuu), B o0mem
YHCIle Hay4YHO-TIeIarornyeckux paboTHUKOB, peannsyromux [Iporpammy, coctaBnser 85%.

Jlonst paGoTHUKOB (B MPHUBEAEHHBIX K IEJIOYMCICHHBIM 3HAUEHUSIM CTaBOK) M3 uHcia
pykopomureneit W pabGotHukoB Kadenpsl, peamusylommx Ilporpammy, a Takxke JIHI,
NpUBIEKAEMBIX K peanu3amuu [IporpaMmel Ha yCIOBHAX TI'PakIaHCKO-TIPABOBOIO JOrOBOPA,
NeATENBHOCTh KOTOPBIX CBs3aHa ¢ 00iacThio Mpo()ecCHOHATBHOH NEATENBHOCTH, K KOTOPOH
FOTOBHMTCS CJIyLIATE b (MMEIOLIMX CTaX paboThl B JaHHOH npodeccHoHalbHON 00/1acTH HE MEHEE
Tpéx 11eT), B 06ImeM urcie paboTHHKOB, peanusytomux [Iporpammy, cocrapser 100%.

MarepuajbHo-TexHH4eckoe obecneyenue IlporpamMmmel
MarepuanpHo-TexHHUeckast —Oaza  (moMelleHHs), oOecHedyMBaoIas  pealu3aluio
[TporpamMer Ha Ga3e YHHBEPCHTETa, COOTBETCTBYET NEHCTBYIOIIMM CAHHTAPHO-TEXHUYCCKHM

HOpMaM, a Takke HOPMaM | IIPaBHIIaM N0XKapHOH 6€30I1acHOCTH.

HepequL HCIIONB3YEMOTO VIS peain3aliii HpOFpaMMBI 060py,I[0BaHHH H TCXHUKH:

No i/t HamMenopanue 000pyaoBaHMs KonmyectBo
1. ITpoexTop MyIbTUMEIHHHBIH 2
2, HoyTtbyk 2
3. MynbTH()YHKIIHOHAIEHOE YCTPONUCTBO 2
4. Ilnanmer 2

Yuebno-meroaudeckoe u uagopmauuonnoe odecrnedenne Ilporpammer
OcnoBHast 1aTEpaTYpa:

1. Bouxos, H. Il. Kimunuyeckas reneruka: yueOnuk / H. Il Boukos, B. IL. Ilyseiper, C. A.
Cwmupuuxuna, — M. : 'D0TAP-Menna, 2020. - 592 c. - ISBN 978-5-9704-5860-0

2. I'marep E.K. Memuuunckas reneruka : HaupoHaneHOoe pykoBozacTBo / E.K. T'matep, B.IL
[Tyseipes, C.H1. Kynes. - Mocksa : 'D0TAP-Menua, 2022. - 896 c. - ISBN 978-5-9704-6307-9.

3. Memununckas rederuka : yaeonuk / H. [1. Boukos, A. IO. Acanos, H. A. Kyuenxo [u np.]. -
Mocksa : T'DOTAP-Menua, 2022. - 224 c. - ISBN 978-5-9704-6583-7.

4. HacnencrBenuslie OonesHu: npakruyeckoe pykoBoJcTeo. — M. : TOOTAP-Meaua, 2017. - 464
c. - ISBN 978-5-9704-4981-3.

5. Slppirun, B. H. Buonorust. B 2 1. T. 2 : yuebuux / mox pen. B. H. fpeiruna. - Mocksa :
I'D0TAP-Menua, 2015. - 560 c. - ISBN 978-5-9704-3565-6.

JonotHUTEILHAS JIUTEpATYypa:

1. Asopa, M. M. O6miass ¥ MeJMITHHCKAs TeHeTHKa. 3amadd : yueGHoe mocobue / M. M.
Asosa ; AzoBa M. M. - Mocksa : [DOTAP-Mexaua, 2021. - 160 c. - ISBN 978-5-9704-5979-9.
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2. T'enernxa uenomexka mo Poremo U Mortyncku. [Ipobnembl u mojaxonsr / pex. M. P.
Cnetiuep, C.E. ArTtonapakuc, A.I'. Motyncku; nep. ¢ aurn. A.ILl. JlatemoB [u ap.|; HayuH. pep.
B.C. bapanos, pen. T.K. Kameesa, T.B. Ky3nenora. — 4-e usnanue. — CII6.: M3n-so H-JI, 2013. —
1056 c.

3.  Hcnamog, P.P. buonorus. Kuura 3. Megununckas regeruka: yuebuuk / P.P. Hcnamos |
Hcnamos P.P. - Mocksa : 'DOTAP-Menua, 2022. - 200 c. - ISBN 978-5-9704-6755-8.

4. Hcnamos, P.P. Buonorns. Kaura 2. OOmas reneruka: yuebuwk / P.P. Hcnamos ;
Wcnamos P.P. - Mocksa : ID0TAP-Menua, 2022. - 256 c¢. - ISBN 978-5-9704-6754-1.

5. Kypuanos, H.A. I'enetnka uenoBeka ¢ ocCHOBaMH OOIIEH T'€HETHKH : PYKOBOJCTBO IJist

camonoarotoBku / H. A. Kypuanos. - CII6. : CnenJTut, 2010. - 63 c.

6. MonexynspHas reHETHKAa, MHKPOOHOJOTHS M BHPYCOJOTHS @ HAYYHO-TEOPETHUECKHIX
xypHan / UactutyT MonexynapHoii renetuku PAH. - M. : Menua Coepa. - ISSN 0208-0613.
7. MyroBun, I'. P. Kimnuueckass reHetuka. ['eHOMHMKa M TIPOTEOMHKA HACJIEIACTBEHHOIM

narojioruy : yuebHoe mocobue / I'. P. MyTtoBuH. - 3-e u3n., nepepab. u nomn. - M. : 'DOTAP-
Memna, 2010. - 832 c.

8. HacnencrBenHble HelipomeTabonuyeckue OOJIE3HH FOHOIIECKOTO M B3POCIOro BO3pacTa:
MoHorpadus — M.: TDOTAP-Menua, 2019. - 392 c. - ISBN 978-5-9704-4855-7.

9. Tym, E. B. Paxur u paxuronono0Hele 3abonesanns : yuedOHoe nocodue / E. B. Tym ; Tym
Enena BanepreBna ; Huxxeropozckas rocyjapcTBeHHast MeIMITMHCKas akageMus. - H. Hosropon :
HI'MA, 2007.

10. American College of Obstetricians and Gynecologists et al. Hereditary cancer syndromes
and risk assessment //Obstet Gynecol. —2019. — T. 134. — Ne. 6.

11. Jorde L. B., Carey J. C., Bamshad M. J. Medical genetics e-Book. — Elsevier Health
Sciences, 2019.

12. Manickam K. et al. Exome and genome sequencing for pediatric patients with congenital
anomalies or intellectual disability: an evidence-based clinical guideline of the American College
of Medical Genetics and Genomics (ACMG) //Genetics in Medicine. — 2021. — T. 23. — Ne. 11. —
C. 2029-2037.

13. http://humbio.ru/humbio/genetics.htm
14. www.ncbi.nlm.nih.gov/omim

15. http://ghr.nlm.nih.gov

Ba3swi NaHHbIX, HH(l)OpMaHHOHHO-CIIpaB0‘{Hble U NNOHCKOBBbIC CHCTEMBI:

JnexTponnasa oudanorexa UMY (na 6a3e ABTOMaTH3MPOBAHHON HHTErPUPOBAHHOM
6ubnuoreunoit cucremsr (AMBC) «Merallpoy)
http://172.16.100.62/MegaPro/Web

HaumenoBauwue Kparkas xapakrepuctuka VYenosus goctyna KonngectBo
3JIEKTPOHHOIO pecypca (KOHTEHT) 110JIb30BaTeIeH
BuyTpennss Tpy sl npodeccopeko- ¢ moboro He orpanuueno
JJIEKTPOHHAs IIPEI01aBaTeIbCKOr0 KOMIIBIOTEpa HITH
OubnuoTeyHas cucTeMa | cOCTaBa YHUBEPCHTETA: MOOHIIEHOTO
(BOEC) y4yeOHUKH U yueOHbIE YCTPOHCTBRA 1O
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nocobusi, MoHOTpaduu,
COOpPHHUKY HAYUYHBIX TPY/IOB,
Hay4HBIE CTaThH,
JCCepTAIlH,
aBTOpe(hepaTs
JUCCepTaLHi, MaTeHTHI.

HHIWBHAYAIIBHOMY
JIOTHHY H IAapoJIKo

WurerpupoBannas ONEeKTPOHHBIE KOTTHH c moboro | He orpanugeno
uH(QOpMaUOHHO- U3JlaHuit u3 GoHI0B KOMIIBIOTEpa UM
oubnmoreynas cucreMa | OHOMHOTEK-YYaCTHHIL MOOMIIEHOTO
(UBC) nayuno- Kinacrepa (MeIHIIHHCKHE yCTpoiicTBa o
o0pa3oBaTensHOrO yHuBepcuTeThl Kazanu, HHIUBHIY ATEHOMY
MEIHLMHCKOTO [lepmu, MxeBcka, KupoBa, | moruny u maposmo
knactepa [1OO VIIbAHOBCKUI (mocTyn
«CpeIHeBODKCKHI» roCy1apCTBEHHBIH NpeAOCTaBNsAeTCS

YHHUBEPCUTET) bubimorekoit

I[TMMY 1o 3asBKe)

DneKTpoHHas Oasza | HaumonanbHele c moboro | He orpanndeno
JAHHBIX PYKOBOJICTBA IO BCEM KOMIIBIOTEpPA WK
«Koncynprant  Bpaua | HanmpaBlIeHUSM MEQUIMHEL, | MOOHIBLHOTO
OneKTpoHHAs KJIIMHHYECKHE ycTpoiicTBa 1o
MeJUIHHCKas PEKOMEHIAIMH, yueOHBIe HH/IUBH/Ty ATEHOMY
oubmnoTeka» nocoOusi, MOHOrpahu, JIOTHHY H IapoJIio

aTyachel, (papMareBTHYECKHE

CNPaBOYHHKH, ay/IHO- H

Buaecomatepuansl, MKb-10

u ATX
DneKkTpoHHast YyeOHas 1 HayIHAs c moboro | He orpannyeno
OubnuoTeUHas CHCTEMA | MEIMIIMHCKAS JTUTEpaTypa KOMITBIOTEPA  HITH
«Book Up» (xomnekuus | pocCHICKHX H3ATENBCTB, B | MOOHILHOTO
«Mou xHUTHY). T.4. IEPEBOBI 3apyOeKHBIX | yCTpoHCTBa 110

H3JTaHUR VHAUBUIYAIBHOMY

JIOTUHY W IApOJIIO;
c KOMIIBIOTEPOB
[IMMY JIOCTYIL
ABTOMATHYECCKHH

OTeyecTBEHHEIE
IIEKTPOHHBIC
[IEPUOIHYECKHE
H3/IaHHS
mrarhopme
eLIBRARY.RU)

(na

ITepuomuueckue  M3maHUsS
MEUIIHHCKOW TeMaTHKH

C  KOMIIBIOTEpPOB
MMMy

He orpanuueno

Pecypcenl 0TKpBITOro ocTyna (YKa3aHbl 0CHOBHBIE)

Ne Haumenosanue Kparkas xapakTepuctuka | YcinoBus jocTyna

/1 JIEKTPOHHOT'O pecypca (xOHTEHT)

1 denepanbHast  dnekTpoHHas | Briouaer JJIEKTPOHHBIE | ¢ MOOOro  KOMIIBIOTEPA,
MeIUIMHCKasd  OMONMOTeKa | aHANOTM TIeYaTHBRIX H3JaHHH | HAXOISIIErocs B
(®SMB) 58 OpUrHHaJIBHBIE | MHTEepHET
http://feml.scsml.rssi.ru/feml | snexkTpoHHble W3JMaHMH, He

HMEIOLIHe aHaJIOTOB,
3a()MKCHPOBAHHEIX HA HHBIX
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HOCHUTENSIX  (AMccepTaluu,
aBTOpe(epaTsl, KHHIH,
KYPHAJIBI H T.J1.).
Hayunas anexTponnas | Kpynuelmmii  poccumiickmii | ¢ moboro  xoMmmeroTepa,
6ubmuorexka eLIBRARY.RU | undopManuoHHbil moprain B | HaXOAAIIErocs B CeTH
http://elibrary.ru/defaultx.asp | o6mactn Hayku, TexHoNOrHH, | MHTEpHET
MEIUIIMHBI ¥ 00pa3zoBaHHsI,
copepxkamuit  pedeparbl U
IOJHBIE TEKCTBl HAyUHBIX
craTted U myOIaKaui
Hayunas 3MeKTpoHHAas | [lojHble TEKCTBI HAy4HBIX | ¢ MODOr0  KOMIIBIOTEpA,
oudmmorexa OTKPBITOrO | cTaTeif ¢  aHHOTAIMIMH, | HAXO/AIIEr0Cs B ceTu
nocryna KubepJlenunka nyOnukyeMele B HaydHbIX | MHTepHeT
http://cyberleninka.rw/about | xypHamax Poccun "
OmIKHEro 3apy6exns
HanmonanbHas 2/1eKTpoHHas | DIEKTPOHHBIE xonuu | [IpousBenenwus, nepemne/ime
oudmrorexa (HIB) IIPOU3BEICHUH 110 | B OOIIECTBEHHOE JOCTOSHHUE,
https://rusneb.ru/ ITMPOKOMY CIIEKTPY 3HaHHUH | 00pa3oBaTeILHOTO u
HAy4YHOIrO  3HAUEHHs, He
nepen3IaBaBIInecs
nocneanne 10 mer — B
OTKPBITOM JIOCTYIIE.
[Tpouzsenenus,
OTpaHHYEHHBIE  ABTOPCKHM

IPaBOM, JOCTYITHBI TOJIBKO C
KOMITBIOTEPOB OHOIHOTEKH (B

T.Y OnexTpoHHAast
Oubnuoreka  auccepTauil
PI'B)
CnpaBouHo-TIpaBoBas denepansHOE u|c moboro  KoMmbioTepa,
cHCTEMA «KoHeynpTaHT | peruoHaibHoe HaXOJISIIEroCs B ceTH
[Tmrocy 3aKOHOJATENbCTBO, cyAeOHas | MuTepHer
http://www.consultant.ru/ MpaKTHKa, (uHAHCOBHIE
KOHCY/IbTallHH,
KOMMEHTapHH

3aKOHOATEJIECTBA U JP.

Hudopmanmonnas noaiepxrka

Kaxnpiit o0yuarompuiica B Te4eHHE BCETo IepHozia 00yueHus obecrieunBaeTcs I0CTYIIOM K

D0C obecneunBaer:

3NeKTpOHHOH o6pasoBaTensHoil cpeae (mamee — DO0C) — aBTOMATH3HPOBAHHOM cHcTEME
yIOpaBJ€HHA H TpoBeleHMs OOy4YeHHs, B TOM 4YHCIE€ C NpPUMEHEHHEM JMCTAHI[MOHHBIX
00pazoBaTe/IbHBIX TEXHOJIOTHH U 3JIEKTPOHHOTO 00y IeHHs.

® BO3MOXHOCTH BXOAa B Heé oOywaromierocs M3 JitoOOH TOYKH, B KOTOpOH HMEETCs HOCTYI K
HH(OPMaLMOHHO-TEJICKOMMY HUKallHOHHOMH ceTH « MHTepHeT» (nanee — ceth «MHTEpHETY);

= oanoBpemeHHbIH gocTyn 100% obywarommxcs o [Iporpamme;

= JIOCTYI K yueOHOMY colepkaHHIo [IporpaMMEl H 3JIeKTPOHHBIM 00pa30BaTENILHBIM pecypcam B
COOTBETCTBHU ¢ (popMoii 00yueHu;

= (ukcanuio Xoma 00pa3oBATENBHOTO MPONECCa, PE3yIbTATOB IPOMEXNKYTOUHON ATTECTAlUH M
pe3ynbTaToB ocBoeHHs [IporpamMer;
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* (hopMUPOBaHHE IEKTPOHHOTO 06PA30BATENIBHOIO MOPTHOIHO 0OYYAIONIErocs.

Texnuueckad nmoanep:kka oOyHaromMuXcs ocymecTsisercs B padoune guu ¢ 9:00 o 18:00
Jac, 1o MOCKOBCKOMY BpeMmeHH 110 TeliedhoHam: 8(831) 422-13-93

7. KOHTPOJIb PE3YJIbTATOB OBYUEHUS

Kontpons kayectBa 00yueHHS MPOBOIMTCA MO KaXAOMy Moiyimo Ilporpammel B BHze
TEKyLIEero KOHTpoJisi. DOpPMBI TEKYIIETO KOHTPOJIA: YCTHBIN ONpOC, pemieHHe CHTYalMOHHBIX
3a/1a4, TECTHPOBaHHE.

Ocgoenne IIporpamMMe! 3aBepiaeTcst HTOroBoii arrecramueit. O0ygaromuiics gomnyckaercs
K MTOrOBOH aTrTeCTallMd TIOCIEe H3y4deHHs yueOHbIX Moxyneit ne wmenee 70% o0bEMa,
IIPEyCMOTPEHHOM YUeOHBIM TUIAHOM.

Htorosas arrecraius cocTouT u3 1 sramna:

1. MTOroBoe KOMIBIOTEPHOE TECTHPOBAHME;

Hrorosoe komnbioTepHoe TecTHpoBanue. CIymiaTeNio MpeyiararoTcs cilyyaifHbIM
obpazom BeiOpannbie 30 BompocoB. ITpomOMKHUTENBHOCTE TECTHPOBAHHS OrpaHHumBacTcs 30
MuHyTaMu. TecTHpoBaHHE OLIEHHBAETCS 10 CHCTEME «3AUTEHOY / «HE 3aYTEHON.

TecrupoBanue oneHHBaeTes 10 MATHOATBHOM CHCTEME,

Kpurepnn onleHKH pe3yNbTaTOB TECTUPOBAHUSL:

91 — 100% — OTIHYHO;

81 —90% — xoporo;

70 — 80% — y10BIE€TBOPUTENBHO;

40 — 69% — Hey IOBJIETBOPHUTEIIBHO,

menee 40% — maoxo.

[lpu momy4yeHMH ONEHKHM «IUIOXO» WIH «HEYIOBIETBOPHTENLHO» OOyYalOIEMyCcs
npeuiaraeTcsi poHTH TECTHPOBAHHE TOBTOPHO.

8. OHEHOYHBIE MATEPHUAJIBI

Onenounele MaTepuans! [IporpaMMe! BKITIOYAIOT:
1) cuTyanuoHHbIE 3a1a4H;

1. TlpobGanx crpanaer HouHOH cienoroil. [IBa ero 6para taxke 6onbHEL [To MHHHE oTHA
npoban/ia cTpasalonuX HOYHOH cienoToi He Opu10. MaTh npobanna 6obHa, /[BE CECTPhI
u 1Ba Opara Matepu npobanjia 3710poBsl. OHH HMEIOT TOJIBKO 310pOBEIX Jereil. [To
MaTE€PUHCKOH JIMHUK Jlaibllie H3BECTHO: Oabymka 6osibHa, AeayIIKa 30pOB, CeCTpa
6abymku OomnbHa, a Opat 3710poB, npaneayka (oter 6abyLIKK) cTpagan HOYHON
CJIENOTOM, cecTpa U Opart mpafeaymku ObUTH O0JIBHBL, Iparnpaxeayka osu1 60seH, ero
Opat, uMeroIuii 60JIBHYIO J0Yb U JIBYX OOMBHBIX CBIHOBEH, Takke Obu1 Gonen. JKena
npobaH/ia, € poAUTeNM H POACTBEHHUKH 310pOBEL. COCTaBBTE PONOCIOBHYIO U
OTIpEJIENTUTE BEPOSTHOCTE POXKIeHHS y Ipodania aAeTeil, cTpagalolX HOYHOM CIIENOTOMH,
IPH YCIOBHH, 9YTO OH BCTYNHT B Opak ¢ JKEHIIMHOM, HE UMEIOLIEH B TeHOTHUIIE aJlielel
9TOrO NPU3HAKA.

2. B MeIMKO-TreHEeTHYeCKYI0 KOHCYJIbTAllMI0 OOpaTHiCS MYyXK4YMHA 24 JeT, CTpajaromui
reHetuyeckuM 3abosieBanueM. OH coodumi, uto ero xena (21 rox) u mouka (1 rom) Taxkxke
CTpajatoT 3TUM 3abosieBaHHEeM. Y HEro ecTh JABe CTapliMe CecTPhl, oJjHa M3 HUX (27 1er)
HMeeT IpH3Haku 3a0oneBanus. Mx poaurenu (oboum 1o 45 net) sBISUTUCH JBOIOPO/THBIMHE
OparoM u cecTpoif, 310poBEl. Bee 6abymku U gemymiku npobaHia 3/I0pOBBI, BO3pacT He
u3BecTeH. Taioke m3BecTHO, 4yro oOmas Gabymika (yM. B 51 roa) ponureneit mpobanja
CTpajiana Ipy XH3HH TeM e 3a001eBaHieM, UTo U TpobaHI.
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2) BONIPOCHI TECTOBOT'0 KOHTPOJIs;
1) bpaxunedanus — sto:

a) paclIMpeHHe Yepena B 3aTbUIOYHOR U Cy)KeHHe B JTOOHOM JacTu
0) “OamenubIi yepen”

B) YBCJIMYCHHAC MONEPEYHOro pasMepa TIOJIOBBI I[IPH OTHOCHUTEIBHOM YMEHBIIEHUH
IIpOAO0JIBHOI'O pasMepa

I) YBEIIMYEHHE TIPO/I0JIBHOTO pa3Mepa depena OTHOCHTENBHO [OIIEPEYHOTO

Bennenepeunciennple MaTepuansl Haxoasates Ha USB- duienm-nakonurese, sBISIOMMMCS
HEOTHhEMJIEMOH YacTEI0 HacTosmei [IporpaMmer.

Pesepsnas xonus nannoit [TporpaMMel XpaHuTces o ajgpecy:

IouroBelii anpec xadenpur: unaexe, r.Hmxuuii Hosropoa, yimuma Poxmonosa, 190 a,
Kkadenpa dmosoruu



