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1. HEJIX OCBOEHUA JUCHUTIIMHBI

11

Llens nporpaMMbl  — MOATOTOBKA KBAMM(DUIIMPOBAHHOTO Bpaya-TeHETHKA, CIOCOOHOTO M TOTOBOTO K CAMOCTOATEIbHON
po¢ecCHOHAILHON IEeSTEILHOCTH B Cpepe 0OXpaHbl 37J0POBbS IPaxk/JIaH MyTeM 00eCeYeHNsI OKa3aHUs
BBICOKOKBAJIH(HUINPOBAHHON MEJUIIUHCKON IOMOIIH B COOTBETCTBHH C YCTAaHOBJICHHBIMH TPEOOBAaHUSIMHU U CTaHAAPTAMH B

ccbepe 3APpaBOOXpPaHCHUS Ha OCHOBE C(I)OpMI/IpOBaHHLIX YHUBEPCAJIbHBIX U HpO(l)eCCI/IOHaJ'H)HLIX KOMHCTCHHHﬁ.

2. MECTO JUCHUIIITUMHBI B CTPYKTYPE OOII

Huxn (pazgen) OOIT:

b1.B

2.1

TpeGoBaHus K NpeABAPUTEIbHOM MOATOTOBKe 00y4al0UIerocs:

211

I[I/ICHI/IHHI/IHLI CIICIMajInTeTa:

2.1.2

TCHCTHKA YCIIOBCKA

213

TUCTOJIOT U, 3M6pI/IOJ'IOFI/I$[, LUTOJIOTUA

214

HEBPOJIOI'vs, MCAUIIUHCKAA TCHECTHUKA U Heﬁpoxnpypmﬂ

2.15

aAKyIIEPCTOB U T’MHEKOJIOT A

2.16

neauaTpus

2.2

I[P[CHI/IHJ'II/IH])I N MPAKTHKH, I KOTOPBIX OCBOCHHE JTAHHOM JUCUHIJIMHBI (MOI[yJISI) HeOﬁXOHl/IMO KakK

npeAlIecTBYIOLIee:

3. KOMIIETEHIIIY OBYYAIOIIETOCsl, ©OPMUPYEMBIE B PE3YJILTATE OCBOEHMSI JUCIIATLTAHBI
(MOJLYJIST)

B pe3yabTaTe 0CBOCHUA TUCHUIIVIMHBI oﬁylla}oumﬁcn JOJIZKCH

3.1

3HaTb:

311

TFC€HHBIC, XPOMOCOMHBIC U MUTOXOHAPHUAJIbHBIC 0oJIe3HU

3.12

MpeaApacnoio’)KEHHOCTh K HAaCJICICTBCHHBIM 3a00JICBaHUIM

3.1.3

IMPUHIUIIBI JICUCHUS U HpO(pHHaKTHKH HACJICACTBCHHBIX Ooie3Heit

3.2

YMmerTh:

321

MPEATIOJIOXKUTE JUArHO3 HauboJIee YacTo BCTPCUAIOIIUXCA HACICACTBECHHBIX U XPOMOCOMHBIX 3a00JICBaHUM

3.2.2

TPaKTOBATh PE3YJIbTAThI J'Ia60paT0pHI>IX 1 UHCTPYMCHTAJIbHBIX METO0B I/ICCJ'IC,Z[OBaHI/Iﬁ

4. CTPYKTYPA U COJIEP’KAHME JUCIUAIIIMHBI (MOLY.JIsT)

Kon HaunmenoBanue pasjeno u TeM /Buj | Cemectp /| Hacos | Komneren- | JIutepatypa IIpnmeyanue
| 3aHATHSA 3aHATHA/ Kvpe 10707
Pazaen 1. O0beKT 1 METOABI
MEIUIIMHCKON reHeTHKH.
I'eHeTHYECKOE KOHCYJILTHPOBAHME.

1.1 OOBEKT ¥ METObI MEIUIINHCKOM 1 1 IIK-5 IIK-6 |JI1.1 JI11.2J12.1
reHeTukH. ['eHeTHUeCcKoe J12.2 J12.3
KOHCYNbTHpOBaHue. /Jlex/

1.2 IIpenmer MemunuHCKON reHetuku. /TIp/ 1 1 IIK-5 TIK-6 |JI1.1 JI1.2712.1

JI2.2J12.3

1.3 HacnencTBeHHBIC U BPOXKICHHBIC 1 2 IIK-5 TIK-6 |JI1.1 JI1.2712.1
00JIe3HH, CEMEHHBIE U JI2.2J12.3
criopaauueckue. /TIp/

14 YenoBek Kak 00BEKT MEIUIIMHCKOMN 1 1 ITK-5 IIK-6 |JI1.1 J11.2J12.1
renetuk. /IIp/ JI2.2J12.3

15 OO6mast xapakTeprcTUKa reHoMa 1 1 [K-5 TIK-6 |JI1.1 JI1.2J12.1
genoseka. /IIp/ JI2.2J12.3

1.6 3a1aun reHeTHYECKOro 1 2 IIK-5 IIK-6 |JI1.1 J11.2J12.1
KOHCYJIbTHPOBaHus, nokazanus. /I1p/ JI2.2J12.3

1.7 IpenaranbHas quarnoctuka. /Ip/ 1 1 IK-5 TIK-6 [JI1.1 JI1.2J12.1

JI2.2J12.3




1.8 OOBEKT ¥ METO/BI MEAUIIMHCKOM NEHETHKH. 15 ITK-5 IIK-6 |JI1.1 J11.2J12.1
I'enernueckoe koHCcynpTHpOBanue. /Cp/ J2.2712.3
Pazgen 2. I'ennbie 0oJie3nn.

XpomocoMHbIe 60/1€3HH.
MuTtoxoHapuanbHble 00Jie3Hu. Bosesnu ¢
HACJeCTBEHHBIM IPEIPACIIOI0KEHUEM.

2.1 I'ennble 6one3HU. XpOMOCOMHBIE OOJIE3HU. 1 IK-5 IIK-7 |JI1.1 JI1.2J12.1
MuroxoHapHuanbHbIe Oone3Hu. boxesnu ¢ MK-9IIK-6 | JI2.2J12.3
HACJIEJCTBEHHBIM PEAPACIIONIOKEHUEM.

/JTex/

2.2 OO1mas XxapaKTepUCTUKA FeHHBIX OO0Ne3HEH. 2 IK-5 IIK-7 |JI1.1 JI1.2J12.1
Mp/ MK-9IIK-6 | JI2.2J12.3

2.3 Hapymienust aMUHOKHCIOTHOIO OOMEHa. 2 IK-5 IIK-7 |JI1.1 JI1.2J12.1
Mp/ MK-9IMIK-6 | JI2.2J12.3

24 Hapymenus yriaesonsoro oomena. /Ilp/ 2 IK-5 TIK-7 (JI1.1 J11.2J12.1

MK-9IIK-6 | JI2.2J12.3

2.5 Hapymenns oomena mununos. /TIp/ 2 MK-5 [IK-7 [JI1.1 J11.2J12.1

MK-9IIK-6 | JI2.2J12.3

2.6 Hapymienust oOMeHa mypuHOB U 2 IK-5 TIK-7 |JI1.1 J11.2J12.1
nupuMuauHoB. /TIp/ MK-9IIK-6 | JI2.2J12.3

2.7 Hapymenus metabonusma merauios. /IIp/ 2 IK-5 IIK-7 (JI1.1 J11.2J12.1

MK-9IK-6 | JI2.2J12.3

2.8 JHedexrer 06Mena ropmonos. /T1p/ 2 MK-5 TIK-7 |JI1.1 J11.2J12.1

MK-9IIK-6 | JI2.2J12.3

2.9 I'ennble 6ose3HU. XpOMOCOMHBIE OOJIE3HU. 15 | IIK-5 [IK-7 [JI1.1 JI1.2J12.1
MuroxoHapuansHble 0one3HH. bonesnu ¢ MK-9IIK-6 | JI2.2J12.3
HACJIEJCTBEHHBIM MPEAPACIIONIOKEHUEM.

/Cp/
Pa3gen 3. HacnenoBanue
NCHXO0JIOTHYECKHX 0COOCHHOCTEHH.

3.1 HacnenoBanue ncuxosoruueckux 1 MK-5 MIK-6 |JI1.1 J11.2J12.1
ocobenHoctelt. /Jlex/ J2.2712.3

3.2 Tunsl reHOTUI-CPEIOBBIX 2 IK-5 IIK-6 |JI1.1 J11.2J12.1
cootHomeHni.O01Ias 1 MHAUBHTyaTbHAS J12.2 J12.3
cpena /TIp/

3.3 HacrnenoBanue nCUX0MOTHYECKUX 5 IK-5 TIK-6 [JI1.1 JI1.2J12.1
ocobennoctet. /Cp/ J2.2J12.3
Pasnen 4. Bpo:xkaeHHble MOPOKHU
pa3Butus. [IpyHIUNBI JedeHus: U
NpOQUIAKTHKH
HACJIEACTBEHHBIX 00JIe3HEH.

4.1 Bpoxnennsle nopoku pa3Butus. [IpuHIume 1 IK-5 MIK-6 |JI1.1 J11.2J12.1
JIeUeHHsI U TPOQUITAKTUKI J12.2J12.3
HACIENCTBEHHELIX Oonesneit. /JIekx/

4.2 PoJib CIIOHTAHHOTO U UHYIUPOBAHHOTO 2 TIK-5 TIK-6 |J11.1 J11.2J12.1
MYTalOHHbIX MPOLIECCOB B JI2.2J12.3
HaclieICTBeHHOM narosiorud. /TIp/

4.3 Myrarensl. Dtansl myTarenesa. [Ipoeepka 2 IK-5 TIK-6 |JI1.1 JI1.2J12.1
BEIIECTB HAa MyTareHHOCTh. /I1p/ JI2.2J12.3




44 BposkneHHble TOPOKH Pa3BUTHS. 1 5 IK-5 TIK-6 (JI1.1 JI1.2J12.1
[TpuHIMIIBEL JeYeHHs ¥ TPOGUITAKTHKH JI2.2J12.3
HaclleICTBeHHBIX Oonesnen. /Cp/

4.5 /KoHTp.pab./ 1 0

4.6 /3auét/ 0

5. OHEHOYHBIE CPEJICTBA

5.1. OueHoyHbIe MaTepuaJabl 1J5l TEKylIero KOHTPoJIsA U l'lpOMe)l(yTO‘lHOﬁ aTrecTaluun

HpeHCTaBHeHH OTACIIbHBIM JOKYMEHTOM

5.2. OueHoYHbIE MaTepUaJIbl I THATHOCTHYECCKOT0 TCCTUPOBAHUA

HpeﬂCTaBﬂeHBI OTACIIbHBIM JOKYMEHTOM

6. YHEBHO-METO/MYECKOE H HTHOOPMAIIMOHHOE OBECIIEYEHWE JTUCHUIIJIMHBI (MOAY JIS)

6.1. Pexomennyemasi 1urepatypa

6.1.1. OcHoBHas auUTEpaTypa

ABTODBI, COCTaBUTETHN 3arnaBue WsznarenscTBo, rox | Komuu-Bo
JI1.1 |bouxoB H.II., AcanoB |MeaunuHckas reHeTHKa: y4eOHUK Mocksa: I'DOTAP- 1
A1O., Kyuenko H.A., Menua, 2021,
Cy66otuna T.H., https://www.student
Oumnmosa M.T'., library.ru/book/ISB
@Owununmosa T.B. N9785970460207.h
tml
JI1.2 |Mycradus P. H., Hacnencreennsie 60se3Hu oOMeHa BeniecTB: yaeOHoe nocobue |Yda: BIrMY, 2020, 1
Caitpymmmna E. B., https://e.lanbook.co
Myp3sabaesa C. 111, m/book/155776
Mapnanosa A. K.,
XycHyrausosa . K.
6.1.2. JlononHuTeIbHAS JIUTEPATYpPa
ABTODEBI, COCTAaBHTEIH 3arnaBue UznarenscTBo, rox | Kommd-Bo
J12.1 [Qmnuc C. ., OnureHeTuka M.: Texnocdepa, 2
JxenroBeiin T., 2010
PeiinGepr /1.
JI2.2 |Epemuna E. P. IIpeHatanbHas AMarHOCTUKA HAPYIIEHUI pa3BUTHUSA IJ10/1a B Vnan-Yma: BI'Y, 1
NIEpPBOM TpUMECTpe OEPEMEHHOCTH: y4eOHO-METOINYECKOE 2021,
mocoone https://e.lanbook.co
m/book/293246
JI2.3 |Pomanenxo O. I1., BposkieHHbIe TOPOKH Pa3BUTHS: yueOHOE TTOCOOHE Cankr-IletepOypr: 1

Bepnunckas 1. K.,
Kanypuna T. U.,
Xapuenko T. B.

C3I'MY um. U.N.
Meunukona, 2019,
https://e.lanbook.co
m/book/242477

6.3.1 Ilepevyenb MporpaMMHOro odecrnev4eHust

6.3.2 Ilepevyenb nHGPOPMAIUOHHBIX CIPABOYHBIX CHCTEM

7. MATEPUAJIBHO-TEXHUYECKOE OGECIHHEYEHHME JUCIUIIJIMHBI (MO Y JIsI)




OueHovHbIE MATEPHUAJIBI 1JIs1 TPOMEKYTOUHON aTTeCTAIMHU MO AUCUHUILIUHE

Meouxo — cenemuueckoe KOHCYJIbmupoedarnue

Kon, nHanpaBnenue 31.00.00
IOJITOTOBKH Knununyeckas MmeguimHa
Hanpasnennocts 31.08.30 I'enernka
(npoduin)

dopma o0yueHus OYHast
Kadenpa-pazpadorunk Kapnuonorus
Brinmyckatromas kadenpa Kapnuonorus

TUIOBBIE 3AJIAHUA 151 KOHTPOJIBHOM PABOTHI
KOHTPOJIbBHAS PABOTA - PE®EPAT (1 CEMECTP)

Hanucanue pedepara npeanonaraer riayookoe U3ydeHrne 0003Ha4eHHOM MPpoOIeMBbl.

Pedepar (ot nat. refero — moknamsiBaio, cooOIIar) mpeacTaBiser coboi 0coboe COUMHEHUuE, B
KOTOPOM OIpEIeNICHbI 1IeIH, 33Ja4l 1 BHIBO/Ibl U3J1ararolliieé OCHOBHBIE MOJIOXKEHUS TEMbI UJIU MPOOJIEMBI.

Tematuka pedepaToB mpezacraBieHa B POHIAX ONEHOYHBIX CPEACTB M B Y4eOHO-METOAMYECKUX
0COOUSX Ul CAaMOCTOSITENIbHOW PabOThl OpAMHATOPA COOTBETCTBYIOIIEH paboueii MporpaMmBsl.

PedepaTsl noknanpiBarOTCS HA 3aHATUM COOTBETCTBEHHO BBIOpaHHONW TeME€ U KaJleHAAapHO-
TEMaTUYEeCKOMY IUIaHy, CAAI0TCS MPENoJaBaTeso CTPOro B YKa3aHHBINA CPOK.

Csenenue oroOpaHHOW HMHGOpPMAIMU JIOJDKHO OBITh BCTPOEHO B TEKCT B COOTBETCTBUU C
ofpeieNieHHOM Torukoil. Pehepar cocTouT U3 Tpex yacTeil: BBEJECHUS, OCHOBHOM YacTH, 3aK/II0OUEHMS;

a) BO BBEJICHUH JIOTUYHBIM OyJeT 000CHOBATh aKTyaJbHOCTh TEMbI (II0OUeMy BbIOpaHa JaHHas TeMa,
KakuM 00pa30M OHa CBsI3aHa C COBPEMEHHOCTBIO M HAyKOH);

1eJb (JI0KHA COOTBETCTBOBATH TeMe pedeparta);

3aa4u (crocoObl TOCTHXKEHUS 3aJaHHON 11eIn ), 0TOOpakaroTcs B Ha3BaHUU naparpadoB paboThl;

0) B OCHOBHOM 4acTH JAa€TCs XapaKTEepUCTUKA M aHAJIU3 TEMBbI pedepara B LIEJIOM, U Jajiee — CKAToe
U3JI0KEeHNEe BBIOpaHHOW MH(OPMALMU B COOTBETCTBHM C IMOCTaBICHHBIMU 33JayaMM. B KOHIE IJIaBbl
JIOJDKEH JIeJIaThCsl BBIBOJ (MTOJBBIBOJ), KOTOPHIM HaumHaeTcs cioBaMu: «Takum obOpaszoM...», «Utak...»,
«3HauuT...», «B 3akiroueHue TIJaBbl OTMETHM...», «Bce cka3aHHOE TMO3BOJISIET CJlieNaTh BBIBOI...»,
«IloxBOas UTOT...» U T.1.

B) 3aKJIIOUEHHE COJEPXKHT BbIBOABI Mo rnaBaMm (1-1,5 snucrta). YMeCTHO BBICKa3aTh CBOIO TOYKY
3peHus Ha pacCMaTpUBAEMYIO IpoOIeMy.

Pedepar mMoxer ObITh MpEACTaBICH B BUJE MPE3EHTAIL[MM, NPU 3TOM 00s3aTENbHO BBIIOJIHEHUE
OCHOBHBIX TpeOoBaHMil K pedepary, BKIOYas MPaBUILHOCT OQPOPMIIEHUS CITUCKA JIUTEPATYphI!

PackpsiTHe TeMbl pedeparta npeanonaraeT Haluyiue HECKOJIBKUX CHEelMaTu3UPOBAHHBIX UCTOYHUKOB
(xak MuHuMyM 8-10 myOnukanuii, MoHorpadui, CIpaBOYHBIX H3JaHUI, Y4eOHbIX MocoOui) B KadyecTBe
ucrouHnka uHpopmarmu. IlpeamnoureHne oraaercss MyONMKALMsAM B CHEIMAIM3HPOBAHHBIX JKypHajJaxX H
MOHOTrpadusM TMPU3HAHHBIX CHENHUATUCTOB B COOTBETCTBYyIOIIEW oOnmacTu 3HaHWi. OO0s3aTenbHO
UCIOJIb30BaHUE HHOCTPAHHOM JIUTEPATypH.



Cnucok pedepaTuBHbIX co001IeHMI - 1 cemecTp:

1 xpoMocoma:
2 XxpoMocoMa:
3 xpomocoma:
4 xpomocomMa:
5 xpomocoma:
6 xpomocoma:
7 xpomocoma:
8 xpomocoma:

Bbonesns [N'ome (Gaucher Disease)

Cunapom BaapnenOypra (Waardenburg Syndrome)

Tpemop (Essential Tremor)

Xopes ['entunrrona/Xautunrrona (Huntington Disease)
CnunHanbHas MbimedHas atpodus (Spinal Muscular Atrophy)
Onunencus (Epilepsy)

Cunapom Bunbsamca (Williams Syndrome)

Cunpnpom Bepuepa (Werner syndrome)

9 xpoMocoma:

10 xpomocoma:
11 xpomocoma:
12 xpomocoma:
13 xpomocoma:
14 xpomocoma:
15 xpomocoma:
16 xpomocoma:
17 xpomocoma:
18 xpomocoma:
19 xpomocoma:
20 xpomocoma:
21 xpomocoma:
22 xpomocoma:

Ty6eposusiii ckiiepos (Tuberous Sclerosis)

Gyrate atrophy

Arakcus TeneanrudkTasus (Ataxia telangiectasia)

Cunnpowm 3enbBurepa (Zellweger syndrome)

PerunoGmacroma (Retinoblastoma)

bosiesnp AnbureiiMepa (Alzheimer disease)

Cunnpom Anrenbmana (Angelman syndrome)

Cemeiinas CpenmzemHoMopckas muxopajka (Familial Mediterranean Fever)
Charcot-Marie-Tooth disease

bosesnr Humana-ITuka (Niemann-Pick disease)

ATtepockiepos (Atherosclerosis)

Tsoxensrit komOmHUpOBaHHBIN IMMYHOAEDUIUT (Severe Combined Immunodificirncy)
Amuotpodudeckuii natepanbHbiii ckiepo3 (Amyotrophic Lateral Sclerosis)
Heiipodubpomaros (Neurofibromatosis)

X xpomocoma: Cunapom Perra (Rett Syndrome)
Y xpomocoma: [lucrenesus ronan (Gonadal Dysgenesis)

THUIIOBBIE BOITPOCHI K 3AYETY (1 cemectp)

3az[a1me IJIA MoKa3aTe/isi OUCHUBaAHUA JECKPUIITOPpa «3Haer»

Buj 3apanus

Copmupyiime pazeepnymole omeemul Ha ciedyOuiue nmeopemuiecKue 60npochl:
1. IIpenMer MeAMIIMHCKON I'€HETUKH.

2. HacnexnctBeHHBIE M BpOXK/IE€HHBIE 00JIE3HHU, CEMEIHBIE U CIIOpPaIUYECKUE.

3. UYenoBeka Kak 00BEKT MEIUIIMHCKOW TeHeTHKH. O0Imas XapakTepucTuKa reHoMa

YCJI0BCKa.

o ok

KHUCJIOT.

8. OOmas xapakTeprcTHKa TeHHBIX 0OJIE3HEH.

9. HapymeHust aMUHOKHCIOTHOT'O OOMEHa.
Hapymienust yrneBogHoro ooMeHa.
Hapymenust oOMeHa TUImI0B.

Hapymienust ooMeHa mypruHOB U MUPUMUIUHOB.
Hapymenus metabosn3mMa MeTasioB.

JledexTsl 0OMEHa TOPMOHOB.
['eMornobuHomaTHm.

16. KoyrareHoBbIe 60JI€3HH.

10.
11.
12.
13.
14.
15.

3a/aun TeHETUYECKOTO KOHCYJIbTUPOBAHUS, TTIOKA3aHUSI.

EBrenuka. [IpenaranbHas 1MarHocTUka.

MeToabl MEIUIIMHCKOH TEHETKHM: KIMHHKO-TCHEaJOTHUYSCKUM, OJIM3HEIIOBBIM,
[IUTOTEHETUUECKUN, TIOMYIAIMOHHO-CTATUCTUYECKUN, ONOXUMUYECKUE.

7. Metonbr pekomOunantaeix JHK, TIJAP®, TILP, ruGpuanzanuu HYyKIECHHOBBIX

-TeopeTHYeCKrM




17.
18.
19.
20.
21.
22.
23.

24.
25.
26.
217.

Muonuctpodun.

Hpyrue MoHOTEeHHBIE O0JIE3HHU.

boiie3snu skcriancum.

OO61mas xapakTepuCTHKa XPOMOCOMHBIX U MUTOXOHIPUATILHBIX O0JIe3HEH.
®dapmakorereTuka. JxoreHeTuka. [lomumopdusm reHos.

Tunsl reHOTUI-CPEOBbIX cOOTHOMEHUI. O0mIast U UHAUBUAYaJIbHAS Cpe/a.
[lcuxoreneruuecknue  MCCIACAOBAHHUS  JIM30HTOreHe3a. | €HOTHUI-CpEIOBbIE
COOTHOIIEHUS B BapHaOEIbHOCTH MCUXO(PHU3UOIOTUYECKUX [TapaMETPOB.
CumMnToMaTH4ecKoe, MaTOreHeTUUYECKOE U ATHOJIOTMYECKOE JICUCHHE.
[lepcnekTUBBI F€HOTEPANIEBTUYECKUX METOIOB JJI1 MOHOT€HHBIX aTOJOTHUM.
['eHOTEpaIsi OHKOTEHHBIX OOJIC3HEH.

Ponp CHOHTaHHOrO M HMHAYUHMPOBAHHOTO MYTAIIMOHHBIX IIPOLIECCOB B
HACJICICTBEHHOM TaTOJIOTHUH.

Myrarensl. Dtansl myTarenesa. [I[poBepka BelecTB Ha MyTareHHOCTb.




