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1. leab 1 321241 OCBOCHUS AMCHUIIUHBI (MOXYJISA)

eab ocBOeHUs TMCHUIUIMHBI - MOTIOJHUTh 3HAHUS CTYJCHTOB COBPEMEHHBIMU
JTOCTHXKCHUSIMA MEIUIIMHCKOW TeHETUKH, ¢ (DOPMUPOBAHHEM TOHMMAaHUS IIeJeH, 3HaAHUS
JTaIoB MIPOBEICHUS, METOJ/I0B u BO3MOKHOCTEH MEJIMKO-TEHETHUECKOTO
KOHCYJIbTHPOBAHHUS B COOTBETCTBHUU C TpeboBaHusaMH [IpodeccroHaIbHOTO cTaHaapTa
«Bpadu-nneauaTtp y4yacTKOBBI», YTBEPKICHHOTO MpUKa3oM MMUHUCTEpCTBA Tpyaa H
conuaibHOM 3amuThl PO ot 27 mapta 2017 1. Ne 306H.

[Ipu sTOM 3aga4aMu JUCHUILIMHBI ABJISIOTCS:

1. IlonnmaHue TPUPOJIBI HACIEICTBEHHBIX 3a00J€BaHUIN YEIOBEKAa, UX ITHOJIOTHH,
MaTOTeHe3a, MPUYUH IMHPOKOTO KIMHUYECKOTO MOMMOp(U3Ma 3THOJOTUISCKUA EIUHBIX
(GbOpM U TEHETHIECKOM TeTePOTeHHOCTH KIIMHUYECKH CXOIHBIX COCTOSHUM.

2. IIpuoOpereHne CTyJIeHTaMU yYMEHUM OCMOTpa OOJIbHBIX U HMX POJACTBEHHHKOB C
LIENIbIO BBISIBJICHUS BPOXKJICHHOM M HACJIEICTBEHHOW MAaTOJIOTMH, YCBOCHUSI KIIMHUYECKUX
0COOCHHOCTEH HACJICACTBEHHOM MATOJIOTHH, OIICHKH JTUArHOCTUYECKOM, IPOTHOCTUYECKOM
IIEHHOCTH  OOHApy)XMBaeMbIX  CHUMITOMOB W  MOP(}OJOTMYECKHX  BapHUAHTOB
(MUKpOAHOMAJIU ) Pa3BUTHS.

3. OBnageHue KJIMHUKO-T€HEaI0TrNUeCKUM METOJIOM, MIPaBUJIbHBIN coop
ICHEAJJOTUYECKOTO  aHaMHe3a, COCTaBJICHHWE  POJOCIOBHBIX W (hOpMHUPOBAHUE
MpEBaApPUTEIBLHOTO 3aKIIOYEHHUS O TUIIE HACJIEAOBAHUS MTAaTOJOTMU B KOHKPETHON CEMbE

4. IlpuoOpereHre 3HaHMK W BbIPAaOOTKAa YMEHUW IO BBHIOOPY METOJa JUArHOCTHUKH
HanOoJIee pacIPOCTPAHEHHBIX (DOPM HACIICICTBEHHOM MaTOJIOTHH.

5. Ilonumanue uened U BO3MOKHOCTEM COBPEMEHHBIX METOJIOB LIUTOTCHETUYECKOM,
OMOXMMHUYECKON U MOJIEKYJISIPHO-T€HETUYECKON TUarHOCTUKH.

6. O3HaKOMJIEHME C METOJIaMU TNPEHATAIBHONW JWArHOCTUKA W MPOCEHUBAIOIINX
(CKpUHUPYIOIIKX ) TPOrPAMM.

7. O3HaKOMJICHUS C COBPEMEHHBIMH BO3MOXHOCTSIMU JICUYEHUS W TEHETUUYECKHUX
TEXHOJIOTUH JJIs1 pELICHUS 3a7a4 MEIUIIMHBI.

8. O3HAaKOMJICHHE C HPABCTBCHHBIMH W IIPaBOBBIMH (OopMaMU OKa3aHUS MEIUKO-
F€HETUYECKOM MOMOIILIH.

9. 3HaHWE MPUHIMIIOB B3aMMOJICHCTBHS MEIUKO-TEHETHUECKON CIIYKOBI CO BCEMH
CIy)KOaMHM TMPAKTUYECKOTO 3PaBOOXPAHCHHMS M TOKa3aHWsS IS OpPraHU3aIlMu TIOTOKa
OOJIbHBIX.

2. Mecro nucuuniannsl B crpykrype OIIOII BO

HucuunnmHa  «MenuKo-TeHeTUYeCKOe  KOHCYJIBTHPOBAHHUE»  OTHOCHUTCS K
BapuaTuBHON yactu bnoka 1 «Jluctumiauael (MOAyJK)» OCHOBHOW MpodeccuoHaIbHOM
oOpa3oBaTeNbHONM MpPOrpaMMbl BBICIIErO OOpa3oBaHus o cheruaibHoctd 31.05.02
«Ilenuatpus», sBAsSETCS AUCHUIUIMHON MO BBIOOPY, U3ydaeTcs B 8 ceMecTpe.



3. IlepeyeHb KOMIIETEHIUIT B MPOLIECCe OCBOCHUS TN CIUIIINHBI

Homep Conep:kaHue KOMIETEHIIUU UJIH €€ YACTH
/AHAEeKC (yxkasbiBaiorcs B coorBeTcTBHE ¢ PI'OC BO)
KOMIIeTeHI!
"
OK-1 CnocoOHOCTh K aOCTPAKTHOMY MBIIIJICHUIO, AaHAJIU3Y, CHHTE3Y
B pesynbrare | 3HaTh | OCHOBHBIE METOJBI cOOpa M aHaM3a HH(OPMAIUH, CTIOCOOBI (hopMaTH3aIun
U3Y4EHUS L[EJIM ¥ METOJIbI €€ TOCTHXKEHHUS
JUCLUIUIMHBL | yMEThb | aHAIM3HPOBATh, 0000IIATh U BOCIPUHUMATH UH(OPMAIINIO; CTABUTH LIENb U
oOyuaromuec dbopMynupoBaTh 3a/1a4u 10 €€ JOCTUKEHHUIO
s1 NOJIKHBI BIAJETh | KyJIbTYpPOU MBIILICHUS
IIK-5 TOTOBHOCTB K COOPY U aHANU3Y ka0l ManueHTa, JaHHBIX er0 aHaMHE3a, Pe3yJIbTaTOB

OCMOTpa, Ha60paT0pHBIX, HHCTPYMCHTAJIbHEBIX, [IATOJIOI0-aHATOMHUYCCKUX U MHBIX
I/ICCJIGI[OBaHI/II;'I B ICJIIX paCcllO3HABAHUSA COCTOAHUSA WUJIIW YCTAHOBJICHHUA (baKTa HaJIn4uA
HJIN OTCYTCTBUA 3a00/1eBaHUs

B pPE3YIbTATC 3HaThb OCHOBHBIC MCTOABI MCIUKO-I'CHCTHUYCCKOI'0O KOHCYJIbTUPOBAHUS MMALITUCHTOB

U3y4yeHus YMETh | UCIOJIb30BaTh JaHHBIE T'€HEAIOrMYecKOro aHamHe3a, (PU3MKaJIbHOTO
JUCLUIIIUHBI OCMOTpA, J1abOpaTOPHBIX, HHCTPYMEHTAIBHBIX, MOPPOJOTHYECKUX AAHHBIX
oOyyaroruec JUId JIMarHOCTUKM TEHETHYEeCKHX 3a00JieBaHMH M IPOBEIEHUS MEIUKO-

s TOJIKHBI T€HETUYECKOT0 KOHCYJIbTUPOBAHUS

BJIAJCTh | HABBIKAMU OIPOCA, COCTABJIECHUS POIOCIOBHBIX, (PU3UKAIBHOIO OCMOTpA,
KIIMHUYECKOI0, JIaDOpaTOPHO-UHCTPYMEHTAJIBHOTO CEMbU peOEHKa W
IPOBEJCHHS] MEIUKO-TeHETUYECKOr0 KOHCYIbTHPOBAHUS

IIK - 8 CnocoOHOCTh K OMNPENENCHUI0 TAaKTUKU BEACHUS TMAalMEHTOB C Pa3JIUYHBIMU
HO30JIOTHYECKUMHU (HhOpMaMH

B pE3YyIbTATC 3HaTh TAaKTUKY BCIACHHA HeTeﬁ C Ppas3jIM4HbIMU HO30JOTMYCCKUMU (1)0pMaMI/I

U3y4EHUS FeHETUYECKOM MaTOJIOT UM
JUCHMIUTMHEL | yMETh | ONPEACNUTh TAaKTUKY BEACHUSA [JE€Te C TEeHETUYECKOW MaToJIOTUEH B
oOyuJaroruec 3aBHCHUMOCTH OT HO30JIOTHYECKOH (hOPMBI

S IOJDKHBI

BJIaACTh | HABBIKAMU BCICHUA I[eTefI C TEHEeTUYECKOM IaTOJIOTHEH B 3aBUCHMOCTH OT
HO30JI0TH4YecKOoi (hopMbl 3a001€BaHUS

[IK-22 I'oTOoBHOCTB K Y49aCTHIO BO BHECAPCHHUHN HOBBIX METOJ0B U MCTOAHUK, HAIIPABJICHHBIX Ha
OXpaHy 3J0POBbI I'PAKAAH

B pe3yibTaTe 3HaTb OpTraHHU3allMOHHBIC CTPYKTYPBI MCIUIMHCKHUX OpraHH3aHI/Iﬁ Pa3JIMIHBIX

U3y4YEeHUs THIIOB 10 OKA3aHUI0 MEIUKOI€HETUYECKON IOMOIIN HACEICHHIO
JUCHUILIMHBI | yMETb | OPraHU30BbIBATH  MEIUKOICHETUYECKHE  HUCCICNOBAHMS  IALMEHTaM
oOyyarouec IIPOBOANTH OLIEHKY 3(P(PEKTUBHOCTH COBPEMEHHBIX MEINKOI€HETHUUYECKUX

S TOJKHBI TEXHOJIOTMH PU OKa3aHUU TOMOIIY NAlMEHTaM;

BJIAACTH BH&}IGTB OCHOBHBIMHU METOJaMU I'€CHETUYCCKUX I/ICCJ'I@}IOBaHI/II\/'I HacCCJICHUA

4. CTpyKTypa M cofep:KaHue TUCHUILIUHBI (MO1YJIsA)

OO6mast Tpy10€MKOCTh JUCITUTUIIMHBI COCTABISET 2 3a4€THRIE SAMHUIBI, 72 Yaca.

JucunmiuHapHbIid Moayab 1. Meanko-reHeTu4ecKkoe KOHCYJIbTHPOBAHME.

MonyabHas exununa 1.1. Meroabl MeIMIUHCKOM TreHeTMKH. ['eHOMHasi u
XPOMOCOMHAs NATOJI0TUsl. Bpo:k/1eHHbIe MOPOKM Pa3BUTHS.

Tema 1.1. Kiaaccumueckme MeTOoAbI MeIHMIMHCKOM reHeTukH. KiamHuko-
reHeajoru4ecKuii MeTol. 3HaYMMOCTh MEJIMKO-T€HETUUYECKUX 3HAHUN B NMPAKTUUYECKOU
paboTe Bpaya. DTHYECKHE M TIPABOBbIE BOIMPOCHI MEAMIIMHCKOM TeHETHKU. Menuko-
reHeTuueckoe koHcyabTupoBanue (MI'K) kak Bua crienuaan3upoBaHHOM MEIUIIMHCKOMN



nomomu HaceneHuto. MI'K kak BpaueOHOe 3akmouenue. 3amaun MI'K u nmokaszanust ais
HampaBieHus: O0onpHBIX U ux cemed Ha MIK. IlpocnekTuBHOE M PETPOCIEKTUBHOE
KOHCYJIbTUpOBaHue. Opranuzaiys MeIUKO-TeHeTHUeCKoM ciy>k0bl B Poccun.

Krnaccuueckue MeTopl MEIUIIMHCKON FeHETUKU (KJIMHUKO-Te€HEAIOTMUYeCKUil METO,
OJIM3HEIOBBIA METOJI, MOIMYJISIIMOHHO-CTATUCTUYECKU): METOJIOIOTHSl, BO3MOKHOCTH U
orpannueHus. KiMHHUKO-TeHeanoruueckuii Metol. OCHOBHbIE NMOHSTHS: POJOCIOBHAS,
npoOaHj, JiereHaa poJIOCIOBHOM, YCIOBHbIE oOo3HaueHus. Metoauka cOopa
reHeaoTHYeCKo MHPOpPMAIMK U €€ OCOOEHHOCTH MPHU Pa3INYHBIX BHAAX MATOJOTHU.
AHanu3 MEeAMIMHCKOM JoKymMeHTauuu. Bo3moxsble ommoOku. Kpurepum Ttumos
HACJIEOBAHMS: ayTOCOMHO-JIOMHUHAHTHOIO, ayTOCOMHO-PELECCUBHOTO, X-CLEIUIEHHOTO
JOMUHAHTHOI0, X-CHEINICHHOTO  PELECCUBHOIO, MHUTOXOHApHanbHOrO. lloHsTme
"criopanyeckuil ciydaid', BO3MOYKHbIE MPHUYMHBI '"CIIOpaJIHMYECKUX CIydaeB" B CEMbE.
bone3nn ¢  HacieACTBEHHBIM  MpeApacnosiokeHueM. OOmas  xapakTepUCTHKa
MyJIbTU(AKTOPHUATIBHBIX 3a00JIEBaHUI: BBICOKAs YaCTOTA B HACEJIEHUU; HENIPEPBIBHBIN PsiJ
COCTOSIHMM OT CYOKJIMHUYECKHX /10 BBIPAKEHHBIX KIMHUYECKUX MPOSBICHUHN; MEIUKO-
TeHETUYECKOE KOHCYJIbTUPOBAHNUE IPU MOHOTEHHBIX 3a00s1eBaHUsIX. OCHOBHBIE IPUHIIMUIIBI
OLICHKU I'€HETUYECKOI'O pUCKa.

Tema 1.2. 'enomHuble MyTanuu. MeToabl uccjiefoBaHuss XxpomocoM. [lonsitue o
kapuotune. CoBpeMEHHbIE  METOABl  HMCCIEAOBAHHUS  XPOMOCOM  (CTaHIApTHOE
LIUTOI€HETUYECKOE UCCIICIOBAHMUE, MOJIEKYJISIPHO-LIUTOT €CHETUYECKHE METO/BI
uccienoBanust  xpomocoMuHoil  maronoruu  (FISH, array-CGH, xpomocomHBIi
MUKPOMAaTPUYHBIA aHAIMU3)): KpaTKas XapaKTEPUCTHKA METO/I0OB, OCHOBBI MHTEPIPETALIMH
MOJTyYeHHBIXPE3YJIBTATOB, OTKPBIThIE 0a3bl JAHHBIX (PEHOTUIIOB K XPOMOCOMHBIX aHOMAJIUI
yenoBeka. O0IIas XxapakTepruCcTUKa CUHAPOMOB C KOJIMYECTBEHHONW aHOMAaJIMEH XpOMOCOM.
OCo0EHHOCTH KIIMHUYECKUX MPOSBICHUNA OTIENbHBIX cuHApoMOB: JlayHa, Ilatay, DaBapaca,
[Hepemerckoro-TepHepa, Knalingenstepa, Tpucomun no X, NOJIUCOMUU IO Y -XPOMOCOME.
Menuko-reHeT4ecKOe KOHCYJIbTUPOBAHUE TIPU CUHAPOMAX C KOJMYECTBEHHOM aHOMAaIMEU
XPOMOCOM.

Tema 1.3 XpoMocoMHBIE a0eppauuu. MukpoaejienMOHHbIE U
MHKPOAYIVIMKAIMOHHbIE CHHAPOMBI, HapylIeHHMs TE€HOMHOI0 MMIIPHHTHHIA.
Cungapom IIpanepa-Bumnm, bexButa-Bunemana, cunapom Amnrenbmana, KopHennu ne
Jlanre, cunnpom Hynan, cunmpom Perrta, momkoi X-xpoMmocombl, cuHiapom Boibda-
XupiixopHa, "komaybero Kpuka' u apyrue. MeauKo-reHeTU4ecKoe KOHCYJIbTUPOBaHUE
IPU XPOMOCOMHBIX abeppanusix, J1adbopaTopHasi IMarHOCTHKA.

Tema 1.4. BpoxaeHHble NMOPOKH pa3BUTHA. [ eHETHUECKME acClEKThl pOCTa U
pa3BuTHs mwioAa. ['lameronaruu, 6acronatuu, SMOPUONIATUH: YaCcTOTA, MPOSBIICHUS, BKJIA]]
FeHEeTUYEeCKUX (PAKTOPOB B UX MPOUCXOXKIAEHUE. BpokaeHHbIE TOPOKKM pa3BUTHUS
(3THONOrUs, maTorenes, kiuaccudukamus). deTonatuu: BUIbI, BKJIAJ HACIEACTBEHHBIX
(dakTOpoB B MATOJIOTMIO IUIOAHOTO Tniepuojga. OOmas W 4YacTHas CEMUOTHKA
HACJIEJICTBEHHBIX 3a0oneBanuil. [lopoku pa3BUTHSA: TMEpPBUYHBIE M BTOPUYHBIC.
N30nupoBaHHbIE, CHCTEMHBIE U MHOYKECTBEHHBIE BPOXKICHHBIE TOPOKU pa3Butus. [lonstue
CUHIpPOMA, accoluaiuu, naedopmarui, AUCIUIa3UU. TepaToreHHBIM TEPMHUHAIIMOHHBIN
nepuon. «llopTpeTHas» auarHocThka HaCIEICTBEHHBIX Oosesnel. [lpuponma peaxux u
BBICOKO CHEM(PUUHBIX CUMOTOMOB. [IoHATHE O MaJIbIX aHOMANUAX Pa3BUTHSL.



Moayabnas egununa 1.2. MoJjekyasipuasi reHetuxka. ['eHHasi maToJiorus.
Menuko-reHeTuH4ecKoe KOHCYJIbTHPOBaHUE

Tema 1.5. MoJekyjasipHble OCHOBbI HACJEJICTBEHHOCTH. THIBI T'e€HHBIX
myTauuii. MoJsieKkyJasipHO-TeHeTHYeCKrMe MeTOAbl JAUATHOCTUKHU. Dusnyeckue,
XUMUYECcKue, Ouosiornueckue mMyrareHbl. CIIOHTAaHHBIM M MHAYUUPOBAHHBIM MyTareHes.
Otr6op, Murpamus, u3ojsauus, apeid reHoB, WHOpuauHr. MHOpenHwle, ayTOpeaHEbIE,
accopratuBHble Opaku. [ToHsTHE O cTeneHsx poacTBa. YacTora HacaeACTBEHHBIX O0JIe3HeN
IIpU KPOBHO-POJICTBEHHBIX Opakax. OOmas XapaKTepUCTHKAa MOHOT€HHOW MaTOJIOIHH.
MosteKyIapHO-TEeHETUYECKUE METObI N3YUYCHHSI TUATHOCTUKH HACIICCTBEHHBIX 00JIe3HeH
(ITLP-ananu3, MLPA, wmeronsl cexBeHupoBanus JHK (mpsimoe aBTOMatnueckoe
CEKBEHHUPOBAHMUE, BBICOKOIPOU3BOJUTEIIbHOE TNapaiebHoe cekBeHupoBaHue(NGS)):
KpaTKas CpaBHHUTEJIbHAsI XapaKTEPUCTUKA METOJIOB, OCHOBBI MHTEPIIPETALIMU MOTYyUYCHHBIX
pe3yabTartoB. IIpuHUMNBI OLIEHKM TATOT€HHOCTH MYTallMii, OTKPBIThIE 0a3bl JaHHBIX
MyTaluil ¥ moaumMopdu3aMoB reHoB uesoBeka. [ [puHiunbel popMupoBanus U opopMIICHUS
3aKJIIOYEHUH 10 pe3ysbTaTaM JIabOpaTOPHBIX HCCIIEIOBAHUM.

Tema 1.6 MoHorennsie cunapombl. HaciaeacrBeHHble 00/Ie3HH HEPBHOM
cucrembl. Kinaccudukanus. Knnauka u reHeTHKa HEHPO-KOKHBIX OoJie3Hel. dakomaTo3bl
(TyOepo3Hblii  cKIepo3, HelpodubOpomatos). KimHuKa M TeHETHMKAa HEPBHO-MBIIICUHBIX
3a007€BaHUN, COBPEMEHHBIE BO3MOXHOCTH TEpPAIHH. HacneactBennsie 60se3HU
coenuHuTenbHOM TKaHu. CunapoMm Mapdana. 3a6oneBanus ¢ nopaxenuem [IHC: Gone3nu
AKCIAHCUU HYKJICOTUIHBIX TTOBTOPOB.

Tema 1.7 HaciencrBeHHble 00/1e3HM 00MeHa, 00J1e3HU KJIETOYHBIX OpPraHeJil.
CoBpemenHas kiaccuukamusi, Kpartkas xapakrepuctuka rpynmn. (Cxema maToreHesa
HAcCJEACTBEHHBIX Oone3Held oOMeHa. MaccoBblii M CEJIEKTUBHBIA  CKPUHUHT.
QEHUIIKETOHYPHUSA, TOMOLMCTUHYpPHS, JIeWIMHO3. MykoBuciumao3. [ 'amakro3emus.
AJZIpEHOT€HUTANBHBIA CHUHAPOM. [umorupeo3. buoxmmmyeckne MeETOAbl JAUArHOCTHKH.
[IpoceunBaromye mnporpaMMbl MacCOBOM JHMArHOCTUKH HACJIEJACTBEHHBIX OOJIe3HEH U
TeTePO3UTOTHBIX  COCTOSIHMM.  JIM3ocoMHble — OoJie3HH.  MyKomojaucaxapuao3bl.
Knaccudukanus. CoBpeMeHHbIE BO3MOXXHOCTH Tepanuu. [lepokcucomubie O0JIe3HHU.
Muroxonapuanbubie 6one3nu. Cuanpom MELAS, MERRF, Anbnepca.

Tema 1.9 OOmme nNpUHUMNBI JiedYeHUS HACJAEACTBEHHbIX 0oJie3Heil,
peadMIMTAIIMM W CONMAJBbHON axanTtanuv 00JbHBIX. MeIUKO-TeHeTH4ecKoe
KOHCYJIbTHPOBaHHe. Buabl NpoQuUIaKTHKHN HACTEACTBEHHBIX 00JIe3He: TEpBUYHAS U
BTOpUYHAs MpodrtakTuka. Y poBHU TPOPUIAKTUKHI: TIPETaMETUIECKUM, TPE3UTOTUUECKUH,
IPEHATAIBHBIA U MOCTHATaJIbHBbIM. [IpeHaranbHas MTUArHOCTHKA KAaK METOJ IEPBUYHON
npodunakTukd. HeuHBa3MBHbICE W WHBA3UBHBIE METOJbl MPEHATAIBHOM TUArHOCTHKHU.
YibTpa3ByKoOBOE uccieqoBaHue. [IpeKoHIENIMOHHAas TMarHOCTHKA.



Pasznennl [McMIJIMH M BUABI 3aHATHH
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JucuumimHapHbli Moayab 1. Meauko-reHeTHYecKoe KOHCYJIbTHPOBAaHMeE.

1. | Monynbnas TectupoBanue,
eJUHHIIA 1.1.1 6 6 - 16 16 - - 12 34 | ompoc,  pelieHue
MeTtop! Keiic-3aay,
MEUIIMHCKON 3amuTa pedepara,
TCHETHKH. JEMOHCTpALIHS
I'enomuas u MPAKTUYECKHUX
XPOMOCOMHas YMEHUU y TOCTENn
MATOJIOTHA. 00JIbHOTO
Bpoxnennsie
MIOPOKHU
pa3BUTHSL.

2. | MoaynbHas 8 8 - |16 | 16 - - 12 36 | TectupoBanue,
eAHULIA 1.2. ONpoC,  peueHue
MonekynsipHas Keiic-3a1ad,
TeHETHKA. 3amuTta pedepara,
I'ennas JI€MOHCTpALIUS
MaTOJIOTHUSI. MIPAKTUIECCKIX
Menuko- YMEHUH y TOCTEIN
TEHETUYECKOE O6onpHOTO (poJsieBas
KOHCYJTBTUPOBA urpa «Bpay-
HUE TTAIUEHT))

3. | 3auer 2 2 2 CobecenoBanue,
peuieHue Keiic-
3asa4

HWtoro 14 | 14 - 134 | 34 - - 24 72
* CPC — camocrosiTenbHas paboTa CTyJI€HTOB
Temarnueckuii MJIaH JeKIANA
Bu
KouunuecTBo !
Ne BHEAyIUTOPH
o/ 4acoB oif KoanuectB
TemaTruka Jekuui ayAMTOPHOMH . 0 4acoB
n KOHTAKTHOH
padoThI
padoThl

JucuunimHapHbiid MoayJib 1. MeIuKo-reHeTu4ecKkoe KOHCYJIbLTHPOBAHHE.

Tema 1.1. Knaccuueckue MeTOAbI MEIUIMHCKON reHeTHKN. KIIMHNKO-reHeaJornuecKuii MeTos.

OCHOBHBIE pa3aensl,
Knaccudukanus

TE€HETUKH.
HacJIeqCTBEHHOU
NONYJIIIMOHHON

METOIbI

u
MaTOJIOTHH.

TCHETUKH.

MEIUITNHCKON
CEMHMOTHKA

OCHOBEBI
I'eneTnueckas

2




CTPYKTypa NONyJSIui 4YenoBeka. Myramuu,
BUAbI, 3HA4YCHUC JIsI 4YCJIIOBCKA. DTHYECKHE
OPUHLMIBI W NOpoOJaeMbl  MEIULUHCKON
T'CHCTUKMU. OpFaHI/I?)aI_II/ISI MCHHKO-FCHGTH'—IGCKOﬁ
CI1yObl, YpOBHH, 3a]]a4u

XapakTepucTUKa TI'€HEaJOrMYecKoro MeTona
MEIMLIMHCKOW TEHETUKU, KPHUTEPHUHM DPa3HBIX
BUJIOB HACJIEI0BAaHUs, T€HEATIOIMUYECKUN aHaAIN3.
OcCHOBHBIE THUIIBI MOHOTE€HHOI'O HACJIECIOBaHUS.
Crenenun kpoBHOro pojcrsa. llomurennoe u
HETPaJULMOHHOE HacjenoBaHue. bonesHn ¢
HACJIEICTBEHHBIM IIPEIPACIIONOKEHUEM.

[[uTomOrn4ecKkue OCHOBBI HACIEACTBEHHOCTH,
METO/BI TUAarHOCTUKUA. XPOMOCOMHBIE OOJIE3HU
4eJI0OBEKa.  OTHOJOTMS M LUTOICHETHKa
XPOMOCOMHBIX 0oJie3HEN. AHOMAJIUU ayTOCOM U
ITOJIOBBIX XPOMOCOM. boiesnb [Hayna.
XpOMOCOMHBI ~ MHMKPOMATPUYHBIM  aHAJIM3.
MUKpPOLUTOr€HETUYECKHE CUHIPOMBI.

MopnyabHas equanua 1.2. MoJieky/JisipHasi TeHETHK

a. 'ennas maroJ

KOHCYJbTHUPOBAHHE

orusi. Meanko-reHeTu4eckoe

4.

MonexkyJsipHbIE  OCHOBBI ~ HACJIECTBEHHOCTH.
MonexyJapHO-reHETUUECKUE METO/IbI
JMarHOCTHKU: MAaHEIbHOE, JK30MHOE, TECHOMHOE
ceKkBeHHpoBaHMe. [IpMHIMIBI M COBPEMEHHbIE
oAXOoABl K  JiedeHuro. HelpokoxHble U
HEeHpOMBIIIEYHbIE 3200JIeBaHMUS.

2

Hacnencreennnle 0OoJie3HM OOMEHA BEIIECTB.
Knaccudukanus, XapaKTEePUCTHKA, cxeMa
maroreHe3a. MacCoBeIi M CCICKTHBHBIN
ckpuHHMHI. TaHzemHass Macc-CIIEKTPOMETPHSI.
DEeHWIKETOHYPHS, TOMOUUCTUHYPHS, JIEULIUHO3.
MyxkoBUCIHI03. I'amakTo3zemMus. AnpeHo-
T€HUTAJIbHBIM CHHIpOM. [ unoTupeos.

bone3nn knerouHsIx opra”emn. JInzocomuble
O6oneznun.  Mykononucaxapunossl.  bosiesHs
®abpu, [Tomne. MuTtoxoHapHanbHble O0JIE3HU.
ITepokcrcomuble 60I€3HU.

Bpoxnennsie MOPOKHU pa3BUTHS.
MexyHaponHas HOMeHKIaTypa. I[loprpeTHas
MUATHOCTHKA. Maible aHOMaJlud pPa3BUTHUAL
[TepukoHuenIMOHHASA npoduIaKTHKA.
[IpenaranpHas JUArHOCTHKA HACJIEICTBEHHBIX
OoJre3HeiH: MMOKa3aHMS, WHBa3UBHbBIC u
HEWHBa3UBHbBIC METO/IbI MpeHaTaIbHOU
JOUArHOCTUKMH.

Hroro

14

Bcero 14 yacos




TeMaTH4ecKuil IVIAH NPAKTHYECKUX 3aHATHI

e KoJu1-Bo yacosn BueayauropHas CumysisiiuoOHHOE
I /;1 TemaTnka 3aHATHH ayJAUTOPHOM KOHTaKTHasi pabora o0y4eHue
padoThI BHJ \ 4achl BHJL \ 4acel

I[HCIIHHJ]HHapHLIﬁ MOAYJb 1. Meauko-reHeTH4eCKoe KOHCYJbTHPOBAaHUE

Tema 1.1. Kinaccuyeckue MeToAbl MEIUIMHCKOM reHeTuKH. KIIMHUKO-reHeaJorn4eckuii MeTo.

1. | Kiaccuueckue METO/BI 4 - - - -
MEIULIMHCKON T€HETUKHU.
Knunnko-reneanornueckuu

METOJI.

2. | 'enomHbIe MYyTallHH. 4 - -
Mertobl HUCCIEN0BAHUS
XPOMOCOM

3. | XpoMocoMmHbIe abeppalni. 4 - -

MuKkpoeneoHHbIE U
MUKPOTYTUTUKAIMOHHBIE
CUH/IPOMBI, HAPYIIICHUS
T€HOMHOTO UMIIPUHTHHTA

4. | BpoxIieHHbIE TOPOKHU 4
pa3BUTHS

Moayabnas eaununa 1.2. MoaekyasapHass reHeruka. ['enHas mnarosorus. Meauko-
reHeTH4YecKoe KOHCYJIbTHPOBAHHE

5. | MouekynsipHble OCHOBBI 4 - - - -
HaCJICICTBEHHOCTH. THIIBI
TE€HHBIX MYyTalUil.

MonexyisapHo-
TEHETUYECKUE METOIBI
JMArHOCTHKHU.
6. | MoHOreHHBIE ~ CHHIPOMBI. 4 - - - -

Hacnencrsennsie 00JI€3HU
HEPBHOW CHUCTEMBI.

7. Hacnencrsennsie 00s1e3H1 4 - - - -
obMeHa, O0JIe3HU
KIICTOYHBIX OpFaHCHH

8. | OOuue NpUHLKIBI JIEYESHUs 4 - - -
HACJICJCTBECHHBIX OOJIE3HEN,
peabunuTanuu u
COITMAJILHOM ajanTaIinu
00JIbHBIX. Buasl

poUIaKTUKH

HACJIeICTBEHHBIX 0OJIe3HEH.

3ayer. 2

HTroro 34 - - - -

5. PekoMeHayeMble 00pa3oBaTe/ibHbIE TEXHOJIOTHH.

C nenpio GopMUPOBAHUS U PA3BUTHS MPO(HECCUOHATBHBIX HABBIKOB O0YJAIOITHXCS
JUTSL peanu3alyd KOMIIETEHTHOCTHOTO TMOJX0Ja B TPOIECCE OCBOCHUS TUCIUTIIMHBI
«MenHuKO-TeHETHIECKOE KOHCYJIbTHPOBAHHUEY UCTIONB3YIOTCS CIICTyFOIIINe
o0pa3oBaTeNbHbIC TEXHOJIOTHH: JICKITUH, PAKTHYECKUE 3aHATHS, CAMOCTOSTEIIbHAS paboTa
cTyneHToB. Ilpumenstorcst crnenayrommue BUABI W (GOpMBI PabOTBI: YCTHBIM OIPOC,



KOMIIBIOTEPHOE TECTUPOBAHME, PEIICHWE CUTYyalMOHHBIX 3amad. Ha mnpaktudecknx
3aHATUSAX HauOoJiee BAXKHBIMU MPEICTABISIOTCS METO/Ibl aHAIM3a TPOOIEMHOM CUTYalluH,
pemieHne u oobcyxaeHue 3anad. LMpoko MCHONB3YIOTCS AKTUBHBIE M HUHTEPAKTHUBHBIC
(b opMBbI TPOBEACHUS TPAKTUYECKOTO 3aHATHUS: METO]] KEIICOB, MO3TOBOM IITYpPM, IPYIIIIOBHIE
JTUCKYCCUM W TpyNnmoBble mnpobOsemHble pabotel. IlpenogaBaTenu mnpu pabdore
CO CTyZICHTaMH TPHUMEHSIOT oOydvaroliyde, W JE€MOHCTPAIIMOHHBIE MAacTep-KIacChl
C yyacTHeM MpernojaBaTene, u paboroaareneit, mnpuMepamMu KOTOPBIX SBIISIFOTCS IPOCMOTP
BHJICO3AMUCEN BBICOKOTEXHOJOTMYHBIX WM PEIKHX JIEYEOHBIX M JUArHOCTHYECKHX
MaHUMYJSIUN, TPUCYTCTBUE M yYaCTHE COBMECTHO C BpauaMH KIMHUYECKUX OOXOJOB M
pazb0poB B OTACICHUH,

[TpenycMOTpeHO MIUPOKOE HCIONB30BaHME B Y4eOHOM TIpoIlecce AKTUBHBIX H
MHTEPAKTUBHBIX (HOpPM TPOBEIACHHUS 3aHATHHA, UYTO O0OECIEYHBACTCS PEIICHUEM
CUTYallMOHHBIX 3aJ1a4, MOJEIUPOBAHUEM CHUTYyallMl, B COYETAHHH C AUCKYCCHOHHBIMU
0OCYKJIEHUSMH JIOMAILIHETO 33JJaHUsl HA OCHOBE CAMOCTOSITEIbHOIO U3YUEHHUS CTYIEHTaMU
JOTIOJIHUTEIIBHOU JINTEPATYPBI.

B Xxome 1mpoBeneHus 3aHATUA 10 JUCHMIUIMHE  «MeEIUKO-T€HETUYECKOe
KOHCYJIFTUPOBAHUE» IPOBOJATCS JICKIMH, NMPAKTUYECKUE 3aHATHSA. KOHTpOJap OCBOEHUS
yueOHOro MaTepuaia OCyIIeCTBIISETCS MPENOoIaBaTeIeM B BUIE: TECTOB, KeHc-3a1a4, B TOM
yucie ¢ ucnonb3zoBanueMm cucreMbl JOC Moodle. [lpu Hanucanuu pedepaToB cTyAeHTY
peiaraeTcs MUPOKUI BEIOOP TEM, OECIUIATHBIX OMCKOBBIX CUCTEM 10 OMOMEAUIIMHCKUM
Y TEHETUYECKUM UCCIIEI0BAHUSAM, YTO CIIOCOOCTBYET Pa3BUTHIO KIIMHUYECKOTO MBIIUIEHUS
U TOCTPOEHUIO T'PAMOTHON TakTUKH Ju((PEepeHnanbHON NUATHOCTUKA W JIEYEHUS B
KOHKPETHOMN KJIIMHUYECKON CUTyalUU.

Peanuzanus npoeKTHON I€STEIBHOCTH BKIIIOYAET:

— MOUMCK M 0030p JUTEPATypbl M AIIEKTPOHHBIX HCTOYHHKOB HWH(GOPMALUH
110 UHAUBUIYaJIbHO 3aJaHHOU TEME;

— PpCLICHUE CUTYyalMOHHBIX 3a/1a4, PEIICHUE TECTOBBIX 3aJaHUN;

— pa3pabOTKy MYJIbTUMEIUNHBIX MTPE3CHTAIINN;

— COCTaBJIEHHE POAOCIIOBHBIX C IPOBEICHUEM KIIMHUKO-TEHEATOTHUYECKOTO aHAIN3a
Y IIOCTPOEHUS BBIBOJIOB;

— HamucaHue pedepaToB (3cce), aHAIMW3 CTAaTUCTUYECKUMX U (PaKTUYECKUX
MaTEpHAJIOB IO 33JJaHHON TeMe, aHATUTUIECKUN pa300p HAyUYHOU JIUTEPaTyPHI.

OOyuaromuecs Y4acCTBYIOT B Hay4YHO-IIPAKTUYECKUX KOH(epeHusIx
C HOCJIEAYIOIIMM KOHTPOJEM (IIOCEMaEMOCTh, TECTUPOBAHUE, UHTEPAKTUBHBIN OIPOC) U
3a4E€TOM TPYAOEMKOCTH JUCLHUIUIMHBI B 4aCaX WJIM 3aYETHBIX CAUHUIIAX.

Jlnst peanuzanuu 00pa3oBaTENbHBIX MPOTPaMM B paMKaxX METoja e-learning OTKpBIT
JOCTYIl K Y4YeOHO-METOJAMYECKHMM MarepuajgaM B JJIEKTPOHHOM CHCTEME MOAJECPKKU
muctanimonHoro o0yudenus O0C Moodle. CtyneHTbl uMEOT JOCTYN K Yy4deOHO-
METOIMYECKUM MaTrepuasiam Kadenp. i BBINOJHEHUS KOHTPOJBHBIX —3a/laHUM,
NOJTOTOBKM K TMPAKTHUYECKMM M CEMHUHApCKUM 3aHSATHSAM, MOHUCKAa HEOOXOIUMOMN
nH($OpPMaLMU IMHUPOKO UCIOJIB3YIOTCS BO3MOKHOCTH I100anbHo# cetn HTepHeT.

CryneHTsl 00y4alOTCSI C  HCIOJB30BAaHHUEM  DJIEKTPOHHBIX  PEMO3UTOPHUEB:
npenojaBaTesid  AEMOHCTPUPYIOT CTyA€HTaM OOydalollue U JAEMOHCTPalMOHHbIE



BUJCO(PHIIBMBI, TPEAOCTABISAIOT CCHUTKM HA HH(POPMAIIMOHHBIN MaTepua B cetu HTepHer,
JEMOHCTPUPYIOT pe3yJIbTaThl CBOMX HAYUYHBIX pa3pabOTOK, HAYYHBIX KOH(MEpEHIUH.

6. Buabl padoT ¥ pOpMBI KOHTPOJIAA CAMOCTOATEIbHOM Pad0Thl 00YYAKIINXCH

MMPE3CHTAINU.

Ne TeMBI IJIS1 CAMOCTOATEILHOIO Buab paGor KoauuecTtBO dopma
n/n HU3yYeHH s 4acoB KOHTPOJIA
JAucuuniamHapHbiii MoayJab 1. MeaMunHCKas reHeTUKa
Moayabnas equauna 1.1. Metoabl MeAMUMHCKON reHeTHKH. ['eHOMHAs1 1 XpPOMOCOMHAas
naroJiorusi. Bpo:xkieHHble NOPOKH Pa3BUTHSL.

1. | 1.ODOTudeckne u mpaBoBble BOmpochkl | O030p TUTEPATYPHI 6 3amuTa 0030pa,
MEAUIIMHCKONW T€HETUKH U 3JIEKTPOHHBIX pedepara,
2.I'eHeTHKa CTapEHUSI U IOJITOJIETUSI. | ICTOYHUKOB MPE3eHTalUU
3.I'eHeTHKA T€HUATIbHOCTH. nHpopmaluu mo AHanu3
4.251eKTpOHHbIE 6a3b1 JUIS | 3aJIaHHOM TEME. KJIaCTEpOB.
MOPTPETHOMN muarHoctuku | Hamucanue
HaCJIEACTBEHHBIX 00JIe3HEH pedepara.

CocraBneHue
IIpe3eHTalUN

2. 1. Mertoasl seyeHHus BpOXkIEHHBIX | O030p JAUTEpATYPHI 6 3amuTa 0030pa,

[IOPOKOB TOJOBHOI'O U CHUHHOIO | U 3JIEKTPOHHBIX pedepara,

Mo3ra HUCTOYHUKOB Mpe3eHTaINH

2. 'enetuka oxupeHus uH(pOpMaLIUU 1O AHanu3

3. HacnenctBenusie aCTeKThl | 3a/IaHHOU TeMe. KJIACTEPOB.

HapYILIEHUs pOCTa Hanucanue PoneBbie  urpsl

4.Coumanu3zanus 1eTeil ¢ cuHapomMoM | pedepara. (pabota c

Mayna CocraBnenue TEeMaTUYECKUM
MIPE3eHTAlUN MAIUEHTOM)

MopnyabHas equHuna 1.2. MosekyasipHas renetuka. I'ennas narosorus. Meauko-reHeruieckoe

KOHCYJIbTHPOBAHHUE

3. | 1.'omouuctunypus O0630p nuTepaTyphl 6 3ammra 0030pa,

2. ['enetuka HApYIICHUH | U AIEKTPOHHBIX pedepara,
KOPTUKAJIBHOTO Pa3BUTHS HMCTOYHHKOB MPE3CeHTAIUN
3.HacnencrBenHble KaHATOMATUN uH(pOpMAIIUHU IO PoneBbie  urpsi
4.I'eneTuueckune acCrmeKThl | 3aJaHHOM TeMe. (pabota c
KapJIMOJIOTHYECKON aTOIOTUH Hanucanwue TEMaTHYEeCKUM
5. MoHorennble snuiencuu U | pedepara. MAIUEHTOM )
SMUIIENITUYECKUE dHIleamonaTuu CocraBnenue

Ipe3eHTAlUN

4. | 1.Jleyenue HacIeACTBEHHBIX HEPBHO- | O030p AUTEpATYPHI 6 3ammra 00630pa,
MBIIICYHBIX 3a00JIEBaHHI U 3JIEKTPOHHBIX pedepara,
2.OHKOTreHEeTHKA HMCTOYHHKOB MPE3eHTalUN
3.I'enetnueckue acmeKkThl CUHIpPOMA | HH(OPMALIUU O PoneBbie  urper
BHE3AITHOM CMEPTH 3aJJaHHOU TEME. (pabota c
4. CoBpemeHHOe neyenue | Hamucanue TEeMaTUYECKUM
MYKOIIOJIMCAXapH1030B, Oone3nu | pedepara. MalUEHTOM)
®abpu, 6oneznu [lomme CocraBnenue




7. OnleHOYHBIE CPeICTBA JI KOHTPOJISl YCIIEBA€MOCTH U Pe3yJbTATOB 0CBOEHMS
yueOHoi JUCHUILIUHBI (MOayJs1) «Meanko-reHeTHYeCKoe KOHCYJIbTHPOBAHUE)
7.1. OueHo4YHbIe CcpeacTBA /ISl TeKYLIero KOHTPOJISI YCIeBaeMOCTH M

Pe3yJIbTATOB OCBOCHHS Y4eOHOM JUCHMILUIUHBI (MOIYJIs1)
Kox
KOMIICTCHIIMU

HauMmeHoBaHHE OLIEHOYHOIO cpeacrea

TecTOBBII KOHTPOJIb
Bapuanr 1.

Buvlbepume 00un unu HeckonbKo npasuibHblX OMeemos
OK-1,IIK 8 | 1. 3ABOJIEBAHUA, ITOAJIEXXAIIUE CKPUHUHIY CPEJIU
HOBOPOXJIEHHBIX, JIOJDKHBI OTBEYATH KPUTEPUSAM:
1. Beicokast yacToTa 3a00JieBaHUs B MOMYJISILIUU
2. Hannuue 1abopaTopHOTO METO/1a, TIPUTOTHOTO JIJISl IPUMEHEHHS TIPU MacCOBBIX
o0cienoBaHugAX
4. Hanm4aue pa3pabOTaHHOTO METO/A TOPOJIOBOM TMAarHOCTUKU
5. Tsoxenoe 3aboneBanue
6. Haymmaue a¢pdextuBHOro crocoda JieueHus
[IK 5, TIK 8 2. 1JId ®EHWJIIKETOHYPUU XAPAKTEPHO:
. YMCTBEHHOM OTCTaJI0CTH
. [laTonmoruu onopHo-ABUraTENILHOTO anmnapara
. DK3eMaTO3HBIX MPOSBICHUI
. Cna0oii nurMeHTanuyu KOXHU U BOJIOC
. CyTIopoHOTO CHHApPOMA
. KHAPYIIEHUSAM OBMEHA MOHOCAXAPUJIOB OTHOCATCHA:
. HenepenocumocTs caxapossl
. HemepenocumocTh 1aKTO3BI
. l'anakrozemus
. 'mukoreHosst
. HegocraTounocTh 1iok030-6-gocharaerugporenassl
[1IK 8 4. C IIOMOIIBIO ®JIIYOMETPUU YCTAHOBJIEHO, UTO YPOBEHbD
OEHUJIAJTAHMHA B KPOBU HOBOPOXIAEHHOI'O COCTABIJIAET 6 MI'%.
JIAJTBHEMIIA S TAKTUKA T10 OTHOIIEHHMIO K TOMY PEBEHKY
JOJDKHA BKITFOYATD:
1. HazHaueHue queThl ¢ orpaHnyeHreM (peHunanannHa Ipyu OMOXUMHYECKOM
KOHTpOJIE 3a JICYEHUEM
2. buoxumuueckuii KOHTPOJIb 32 YpOBHEM (eHUIaTaHNHA B KPOBU
3. Tonpko HaOIIOEHME MTEANaTpa
4. 910 - HOpMa, B HAOIMIOIEHUU HET HEOOXOTUMOCTH
5. Heo0xoaumo jedueHne MeIMKaMeHTO3HBIMU MpenaparaMu
[1K 8 5. [IPU TAJTAKTO3EMUUN HABJIFOJAETCHA:
1. HegoctaTouHocTh ranaktoso -1 - pocdarypuanorpanchepasbl
2. KarapaxTsl
3. 'emaromeranuu
4. HemoctaTouHOCTh ranakTo30-6-hocarasbl
[1IK 8 6. Y MOJIOABIX 3/]IOPOBBLIX CYIIPYT'OB POJINJICS PEBEHOK, ¥
KOTOPOI'O HA LIIECTOM JIEHB XKU3HH ITOSBUJIMCh PBOTA U ITOHOC.
OH OTKA3BIBAETCSA OT KOPMJIEHUA. HEKOTOPOE BPEMA CITYCTA
PA3BUJIACH KATAPAKTA, YBEJIMUMJIACh B PASMEPAX ITEYEHD.
HEOBXOIMMO NCKJIFOUUTH 3ABOJIEBAHUE:
1. I'nuxorenos
2. ['aymakTo3eMuto

I1IK 8
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Kon
KOMIIETeHIIMH

HaumeHoBaHHe OIIEHOYHOTO CPECTBA

TecTOBBII KOHTPOJIb
Bapuanr 1.
Buvlbepume 00un unu HeckonbKo npasuibHblX OMEemos

. HemepeHoCMMOCTD JIAKTO3bI
. Mykononucaxapuios
. DEHUIIKETOHYPHIO

IIK 8

. U AUATHOCTUKU ®EHUJIKETOHYPUU TTPUMEHAKOTCA:
. Mukpobuonornueckoro vHruOupoBanus (Tect I'atpn)

. BeicokoahpexTrBHOM KUIKOCTHOM XpomaTorpaduu

. KyneruBupoBanus ¢pudbpobiactos

. ®ayopumerpuu

. Kosmopumerpun

IIK' 5

BOJIE3Hb KIIEHOBOI'O CUPOITAOBBIYHO COITPOBOX/IAETCA:
. Octeomnopo3zom

. HakomnneHueM riavkoreHa B KJIeTKax

. Hapymennewm 3akiiagku rosaz

. XapakTepHbIM 3a11aXOM MOYHU

LN =oAL~ QAW

I1IK 8

9. CEJIEKTUBHBIM CKPUHUHI — 3TO:

1. O6cnenoBanue Bcex HOBOPOXKAEHHBIX

2. O6cnenoBaHue JHOEH, HACENAIOMINX JaHHbIN pErnoH

3. OOcnenoBaHue rpynibl pUCKa M0 JaHHOMY 3a00JI€BaHUIO

I1IK 8

10. OCHOBHbIM METO]IOM JIEUEHH S KJIACCUYECKOU ®OPMBbI
OEHWIKETOHYPUMU ABJIIAETCA:
1. BBenenue B opranusm BuramuHa B6
2. DH3UMOTEpanus
3. luera c orpaHndyeHueM (heHuIalaHuHa
4. Tueta ¢ orpaHMYEHUEM TUPO3UHA
5. BBeneHue B opraiusm TeTparuapoOronTepruHa

Kon
KOMIIETEHIIMH

CuryanuoHHbIE 32/1a4H1

OK-1, TIK 5,
MK 8, TIK-22

3apaua 1.

PebeHok Tpex JIeT rocnuTalIu3upoBaH 10 MOBOly THEBMOHUM, BO3HUKIIIEH Y HETO
yKe TpeTuii pa3. OTMEUEH MOCTOSIHHBIN MPUCTYIIO00pa3HbIi Kalllelb, O/bIIIKa,
1MaHo3. PeGeHok nmeeT HU3KUM 17151 cBOero Bo3pacta Bec. Kan oOumbHbIH, ceporo
I[BETA, COACPKUT MHOTO HEUTpanbHbIX KUpoB. Ctapmiunii 6pat 601bHOTO yMep B
BO3pacte 5 et oT mHeBMOHUU. PonuTenu 310poBel. K Bpady oOpaTuiiach eByika
17 neT ¢ HU3KUM POCTOM U OTCYTCTBHEM MECSYHBIX.

Bonpoc: BeposTHelii quarno3? Kakue qONONIHATENBHBIE METOABI UCCIIEIOBAHUS
HE0OXOMMO MPOBECTU?

OK-1, IIK 5,
[IK 8, I1K-22

3amaua 2.

VY BHeIIHE 310pOBOro pedeHKa Ha MATHIH JIeHb T0Cie POKIEHHUS Hayanach pBOTa,
MOSIBUJIOCH HEPUTMUYHOE JIBIXaHUE, Pa3BUIICA IUAHO3 KOKHBIX IIOKPOBOB,
TUIICPTOHHA MBI, KOMa. PebOenok oTka3bIBaeTCst OT Irpyau, €ro Moda uMeECT
HEOOBIYHBIH 3anax. TecT ¢ TPeXXIOPUCTHIM KeNe30M UMEET CUHHM I[BET.

Bonpoc: Hanbosnee BeposTHBIN quarno3? Yero MokHO 0XKHUAATh B pe3yJbTaTe
71a00paTOpPHOTO UccieoBaHusA? PUCK MOBTOPHOTO poXkIeH!Us OOJIBLHOTO peOeHKa B
CEMbE COCTaBIIsIeT?

OK-1, IIK 5,
IIK 8, TIK-22

3amaua 3.




Kon
KOMIIETeHIIMH

CuryanuoHHbIE 32/1a4H

PeGenox 5 ner, poauics ot 1 6epemennoctu ¢ maccout 3800, anmuuoi Tena 50 cm.
C poXaeHHsI OTMEYEHO HETIPaBUIBHOE CTPOCHHUE TCHUTAIIHI: TUIIEPTPOPHUPOBAHHBIN
MEHUCO00pa3HBIN KIIMTOP, MOPIIUHUCTHIC U TUTMEHTHUPOBAHHBIE TYOOMOIIIOHOYHBIE
CKJIQJIKH, TECTUKYJIbI HE MaNbNUu-pytoTcs. Jleuenue e npoBoamiock. K 3 rogam
OTMEYAJIOCh YCKOPEHHOE (PU3UYECKOE pa3BUTHE, OME-PexKal CBEPCTHUKOB Ha 1-1,5
rojia, MOJIOBbIE OpraHbl YBeTUYUBAIUCH B pazmepe. K 4,5 rogam nosiBuinoch
OBOJIOCEHHE Ha JIOOKE, TroJjioc cTasl rpyosiM. KocTHBIN Bo3pacT B 5 et
cooTrBercTBOBal 8-9 ronam. Kapuorumn 46 XX.

Bomnpoc: O kakoMm 3a6oneBaHnr MOKHO qymath? Kakoe ncciegoBanue He0OX0UMO
MIPOBECTH JIJIsI MOATBEPKJICHUS IMarHO3a.

OK-1, TIK 5,
MK 8, TTK-22

3agaua 4.

310poBast KEHIIMHA 00PATUIIACh B MEUKO-TeHETHUYECKYIO KOHCYIIBTALIUIO 32
MPOrHo30M notoMcTBa. OHa BBILLIA 3aMYX 32 MY>KUMHY, Y KOTOPOTrO OT IEPBOTO
Opaka nmetrores asoe aeteit ¢ PKY. Cpeny poaACTBEHHUKOB KOHCYJIbTUPYIOIIEHCS
6onbHbIX DKV He BhIIBICHO. YacToTa pacnpocTpaneHus 6oabHbIX DKY B
nomynsiuuu posHa 1 Ha 10 000.

Bonpoc: KakoBa BeposiTHOCTh poxaeHus pebenka ¢ PKY B nannom Opake?

7.2. OueHo4YHbIE cpeacrea AJisi MPOMEKYTOYHOI0O KOHTPOJA YCII€EBAEMOCTH H

peE3yabTaToB 0C

BOCHUS Y4eOHOW TUCHHUILIMHBI (MOIYJIs1)

Kona Bomnpocsl k 3a4eTy o AMCUMILINHE
KOMIIEeTEeHINHU «MeauKo-reHeTHYECKOE KOHCYJIbTHPOBAHHE)
OK-1,IIK 5, | OcHOBHBIE KpUTEpUH X-CICIUICHHBIX JOMHUHAHTHBIX M PELECCUBHBIX, Y-
IIK 8, IIK-22 | ciemieHHbIX THIIOB HACIEIOBAHUS
OK-1,IIK 5, | OcHoBHbIE OCOOEHHOCTH MHUTOXOHJPUAIBHOTO HacieaoBaHus, cuHapoM MELAS
IIK 8, TIK-22
OK-1,TIK 5, | HerpaguimonHsle TUIBI HACIEAOBAaHMS. BOJE3HM HSKCHMAHCHUU TPUHYKJICOTHUTHBIX
I1K 8, TIK-22 | moBTOpOB, 00JIE3HH TEHOMHOTO HMIIPUHTHHTA.
OK-1,TIK 5, | XpomocoMubie myTtanuu. [{utorenernyeckue meroasl uccieaopanusi. FISH-meron
IIK 8, [IK-22 | nuarHoCTHKH.
OK-1,IIK 5, | MukpouuToreHeTHueckue CuHApoMbl: cunapom Ilpaaepa-Bumin, cuaapom
IIK 8, IIK-22 | AHrenpmasna.
OK-1,TIK 5, | Knuauko-miuToreHeTn4decKas xapakTepucTuka cunapoma Jlayna,
IIK &, TIK-22
Kon 3agayu K 3a4eTy 1O AMCHMILIMHE
KOMTIIETEHIIUH «MeauKo-reHeTHYeCKOe KOHCYJIbTHPOBAHHE
OK-1,IIK 5, TIK | 3agaua 1.
8, [IK-22 B kimHuKY 00paTUINCh POUTENH MajbiyMKa 110 MOBOAY OKUPEHMUS,
MOBBIIIEHHOTO aNMeTUTa, Ha (JOHE YMCTBEHHON OTCTANIOCTH, OTPAaHUYCHUS
pedeBoro 3amnaca. [Ipu ocMoTpe BhIsIBJICHA TUITOTIIIA3HSI TIOJIOBOTO WieHA U
MOIIOHKH, MBIILIEYHAs! TUTIOTOHUS, HU3KUI POCT, Majble pa3Mepbl KUCTEN U CTOT,
TUTIOMUTMEHTAITNS KOXHU M BOJIOC, MUKPOJIOHTHS, MUH/IAJICBUIHBIN pa3pes rias.
Bonpoc: HazoBute Hanbonee BeposTHBIN Auarno3. Kakue MeTo bl TMarHOCTHKH
MO>XHO PEKOMEHIOBATH ISl IIOTBEPIKACHHS TMaruo3a’?
OK-1, IIK 5, IIK | 3agaua 2.
8, IIK-22 Manpunk S5 J5eT, mepBbIi peOCHOK B CEMbE MOJIOABIX 3J0POBBIX POJUTEIECH.

Bremnuit Bua: HaBHcaromui 100, HOC C MIMPOKOW MEPEHOCHIICH, yTONIIEHHBIC
ryObI, pOT pacKpbIT. ['yCThIC KECTKHE BOJOCHL. 3yObl Menkue. ['0J0C XPHUIUIBIHI,




Kon
KOMIIeTeHIIMH

3agaum K 3a4€Ty o TUMCHUIIINHE
«MeauKo-reHeTHYECKO0e KOHCYJbTHPOBAHHUE

JIIXaHHE IIYMHOE, cTpajgaeT puHo(apuHruTaMu. TyloBHUIE KOPOTKOE, BBIPAKEH
rpynHoi  kugo3. [lamplbl KUCTEW MOMYyCOTHYTHI, IOJABHKHOCTH CYCTaBOB
orpannyeHa. JKuBOT OOJBIION, TemaTOCIUICHOMETalus, IyImoYHas TpbXka,
MOMYTHEHHE XpycTalnka. PeOSHOK BsUI, OTCTaeT B YMCTBEHHOM Pa3BHTHUH.
Bonpoc: O xakom 3a0osieBaHMM MOXHO naymarb? Kakoe wuccienoBanue
HE0OXOAMMO MPOBECTHU JIJIsl MOATBEPKICHUS AUarno3a. BapuaHTsl 3aMecTUTEIbHOM
Tepanuu’?




8. YueOHO-MeTOAMUYECKOE U MH(OPMAIIHOHHOE 00ecnieYeHne JUCIIUILINHBI:

OcnoBHas guteparypa (JI1.O.)

1. boukos, H. I1. Knuanueckas reHeTHKa : yueOHUK C TPUIIOKEHUEM Ha KOMIIAKT IUCKE
/ H. I1. boukos, B. II. I1y3sipeB, C. A. Cmupnuxuna ; pea. H. I1. boukos. - 4-¢ uza., ucnp.
u go1. - Mocksa : '90TAP - Meana , 2013. - 592 c.

http://www.studentlibrary.ru/book/ISBN9785970426760.html

JonosnurensHas gureparypa (1.J1.)

1. MyroBun, [I.P. KiuHnueckas reHeTuka. [€HOOMHaMHMKa H  IPOTEOMHKA
HACJIEJICTBEHHOW maTojoruu: yueonoe nocodue / I'.P. MyToBuH. — 3-€ u31., ucnp. u J01m. —
M: I'SO0TAP-Menua, 2010. — 832 c.

http://www.studentlibrary.ru/book/ISBN9785970411520.html

2.Kopu, H. OnwureHeruka: Kak COBpeMEHHas OHWOJIOTHSI MEPENUChIBAECT HAIU
IpEeICTaBICHUs O TeHEeTUKe, 3a0oneBanusax U HaciencrsenHoctu / H. Kapu. - Poctos v//1.:
®enunkc, 2012. - 349 ¢ — 5 3k3.

3. Akynenko, JI. B. [lopomoBas mpoduiiakTiKa TeHETHYECKOW MaToJOruu Iionaa /
Axynenko JI. B. , Koznosa 1O. O. , Manyxun U. b. - Mocksa : I'90TAP-Meaua, 2019. -
256 c. - URL : https://www.rosmedlib.ru/book/ISBN9785970449219.html.

4. HacnencrBeHHble 00J1€3HU [DIEKTPOHHBIA pecypc]: HallMOHAJIBHOE PYKOBOJCTBO /
ITon pen. H.IL. boukoBa, E.K. I'uatepa, B.IL. Ily3sipeBa - M.: I'D0OTAP-Menua, 2012.
- http://www.rosmedlib.ru/book/ISBN9785970422311.html

5. HacneactBeHHble OOJIE3HU: HALIMOHAIBHOE PYKOBOACTBO: KpaTKOE€ M3JaHuE / MOA
pen. E. K. TI'murepa, B. II. Ily3eipeBa. - MockBa: 'DOTAP-Menua, 2017. - 464
c. http://www.rosmedlib.ru/book/ISBN9785970439692.html

6. XautoB, P. M. MMMyHOreHOMHKa M T'€HOJMArHOCTHKA YEJIOBEKA: HAIMOHAIBHOE
pykoBojctBo / P. M. Xauros, JI. I1. Anekcees, /. }O. Tpodpumos. - Mocksa: 'DOTAP-
Menmna, 2017. - 256 c. http://www.rosmedlib.ru/book/ISBN9785970441398.html

IIporpaMMHoOe 1 KOMMYHHKAIIMOHHOE 00ecreYeHmne
BuneohunbMbl, MyIbTUMEIUIHBIEC IPE3CHTAIINH

Ba3bl 1aHHBIX, HHPOPMAITMOHHO-CTIPABOYHbIE U TOMCKOBbIE CHCTEMbI
1. «kKoncynbranT crynenta. CTyneHueckas 3JEKTpOHHAs OWOIMOTeKa» (IOCTYN Ha
caifte http://www.studentlibrary.ru)
2. «KoHcynbTaHT-Bpaya.  DJEKTpOHHAss ~ meauluHckas — OuOmuoreka»  (OBC)
http://www.rosmedlib.ru
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9. MaTepuajibHO-TeXHHYECKOe o0ecredeHne JUCIUILTHHbI

Ne
n/n

Homep /mnaexc
KOMIIeTeHIIUH

HaumeHoBaHnmne 000py10BaHHBIX
yueOHbIX KA0OMHETOB, 00bEKTOB /I
NpoBeIeHUsI MPAKTUYECKHUX 3aHATHH C
nepeyHeM OCHOBHBIX 000Py/10BaAHMIA

*IOpunnyeckunii agpec
yueOHOI 0a3bl B
COOTBETCTBHH C JIMIIEH3HeH
Ha OCylIeCTBJIEHHE

oOpa3oBaTe/IbHOM
AeSITeIbHOCTH

1. | OK-1,IIK 5, TIK | YuebOnass komHaTa kKadeapbl  HepBHBIX | 625027, TroMeHcKas
8, IIK-22 OoJie3Hel OCHAIlleHa  CJICAYIOIIUM | 00JacTh, r. TromeHb,
000pyI0BaHUEM: yi. MenbHukaire, aA. 75,

MPOEKTOP JUIsL MYJIbTUMEANA (1), | merckuii craroHap,
KOMITHIOTEPBI (2), Moy (1), | 1 oTaxx, ydeOHbIE KOMHATBI
HEBPOJIOTUYECKUE MOJIOTOYKH (10), | kadbenper neTckux Oomne3Hei

nHpopMannoHHbIi creHn (1) [ID Nel, 2.

BuneodmiibMel, craiiapl, TaOIHIBI, HAOOPHI

IlepeyeHnb JHIEH3NOHHOTO MPOTPAMMHOIO o0ecneyeHust
Kaspersky Security nns BuptyansHbix cpen, Server Russian Edition
MS Exchange Server Standard CAL - Device CAL, Bepcus 2013
MS Exchange Server Standard, Bepcust 2013
MS Office Professional Plus, Bepcus 2010,
MS Office Professional Plus, Bepcus 2013,
MS Office Standard, Bepcus 2013
MS SQL Server Standard Core, Bepcus 2016
MS Windows Professional, Bepcust 10
MS Windows Professional, Bepcus 7
MS Windows Professional, Bepcus 8
MS Windows Professional, Bepcust XP
MS Windows Remote Desktop Services - Device CAL, Bepcus 2012
MS Windows Server - Device CAL, Bepcus 2012
MS Windows Server Standard - Device CAL, Bepcus 2013 R2
MS Windows Server Standard, Bepcus 2012
System Center Configuration Manager Client ML, Bepcus 16.06
AnTtuBHupycHoe nporpamMmmuoe obecnieuenue Kaspersky Endpoint Security qist Ousneca
AHTHILIaruar
[Tporpamma anis 9BM Statistica Ultimate Academic 13 ceteBas Ha 5 monb3oBarenen
[Tporpammustit mpoaykt «1C: Yauepcuter [TIPOD»
[Tporpammustii mponykT «1C: Ynpasnenne yaeOHBIM IIEHTPOM)
Cucrema «Koncynprantl [mroc»
COJ1 Docsvision 5.5
DneKkTpoHHas WH(POpMAIIMOHHO-00pa3oBaTebHas cpefia (MOCTPOeHAa Ha OCHOBE CUCTEMBI
ynpasiienust ooyuenuem Moodle



