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1. HEJIX OCBOEHUA JTUCHUIIIMHBI

1.1|enb nporpaMmbl  — HOATOTOBKA KBATHM(QHUIIMPOBAHHOTO Bpaya-reHETHKA, CIOCOOHOTO U TOTOBOTO K CAMOCTOSITEIbHON
npodeccnoHanbHOM ASSITENFHOCTH B Chepe OXPaHbI 3T0POBbS TPaXKAaH MyTeM 00eCeUeHIs OKa3aHHs
BBICOKOKBAJIU(DHUIIMPOBAHHON MEIUIIMHCKON MOMOIIHM B COOTBETCTBHH C YCTAHOBICHHBIMH TPEOOBAHHUSMU U CTAHIAPTAMU B
cdepe 3ApaBOOXpPAHEHHUS HA OCHOBE C(HOPMUPOBAHHBIX YHUBEPCATIBHBIX U MPO(ECCHOHATBHBIX KOMITCTSHIINH.

2. MECTO JUCHUIIITUMHBI B CTPYKTYPE OOII

Huxn (pa3gen) OOTIT: B1.B

2.1|TpeGoBaHus K NpeIBAPUTEILHON MOATOTOBKE 00Yy4aKOIIEr0Csi:

2.1.1| JuCUMILINHEI CIIEINaINTETa:

2.1.2|renernka uemoBeka

2.1.3|rucronorus, SMOPUONIOTHS, IIUTOJIOTHS

2.1.4|HeBponorys, MEIMIIMHCKAS TCHETUKA M HEHPOXUPYPTHU

2.1.5|axymepcToB M THHEKOJIOT U

2.1.6|mequaTpus

2.2|IMCOMIUTHHBI H IPAKTHKH, VISl KOTOPBIX OCBOEHHUE JAHHOI JUCIHILITHHBI (MOIYJIs1) HE0OX0IUMO KaK
npeauiecTByolee:

3. KOMIIETEHIIIY OBYYAIOIIETOCSsl, ©OPMUPYEMBIE B PE3YJILTATE OCBOEHMSI JUCIATLTAHBI
(MOJLYJIST)

IIK-1.1: OcymecTBJseT JMATHOCTHKY B IeJISIX YCTAHOBJICHUS W (MJIM) YTOYHEHHs JUATHO32 BPOKICHHOTO (HMJIH)
HACJeJCTBEHHOI0 3200 /IeBaHUs

3HaTh:

IIK-1.2: OcyuecTB/IsieT Ha3HAYEHHE MATOTeHETHYECKOT0 JieYeHHs M IPOBOAUT KOHTPOJIb ero 3¢ ¢eKTHBHOCTH U
0€30MacHOCTH y MAIMEHTOB ¢ BPOKIEHHBIMH H (UJIH) HACIEICTBEHHBIMHU 3200/1eBAHUSIMHU

3HaTb:

IIK-1.3: OcyuecTBJ/IsieT MeIUKO-TeHETUYECKOT0 KOHCYJILTHPOBAHMS NMALMEHTOB ¢ BPOKIEHHBIMH M (HJIM) HaCJIeACTBEHHBIMU
3200/1€eBaHUSIMM M UX POJACTBEHHHKOB, M MAIIMEHTOB U3 TPYIN PHCKA, BHIABJIEHHBIX PH CKPUHUHTE

3HaTh:

B pe3yabTaTe 0CBOCHUA IUCHUIIIMHBI oﬁyqamnmﬁcsl JOJIZKEH

3.1|3uaTn:

3.1.1|renHsle, XpOMOCOMHBIE 1 MUTOXOHpHUAJIbHBIE 0OIE3HU

3.1.2|npenpacnonokeHHOCTh K HACIEeICTBEHHBIM 3a00JICBaHHUAM

3.1.3|npuHIunE! IeueHNs ¥ NPOGHIAKTUKH HACIEACTBEHHBIX O0Je3Hei

3.2|Ymerh:

3.2.1|mpennonokuTh TUarHo3 HauboJee 4YacTo BCTPEUAIOIINXCS HACIECICTBEHHBIX U XPOMOCOMHBIX 3a00JI€BaHU

3.2.2|TpaKToBaTh PE3yabTAThI Ta0OPATOPHBIX U HHCTPYMEHTAIBHBIX METOJJOB HCCIIEJOBaHUI

4. CTPYKTYPA U COJIEP’KAHME JUCIUAIIIMHBI (MOLYJIsT)

Kon HaunmenoBanue pasnesios u tem /Bua | Cemectp / | YacoB | Komneren- | Jlmtepatypa IIpumeyanune
| 3aHaTHSA 3aHaTHA/ Kyvne 107040
Pa3nen 1. O0beKT M METOBI
MeIMIMHCKOM reHeTuku. I'eHeTHUecKoe
KOHCYJIbTHPOBAHHUE.

1.1 OOBEKT U METOIBI MEAUIIUHCKOMN 1 1 JI1.1 J11.2J12.1
reHeTukH. ['eHeTHUecKoe J12.2J12.3
KOHCynbTHpoBaHue. /Jlek/

1.2 IIpeamer MeTUIMHCKON reHeTuku. /TIp/ 1 2 JI1.1 J11.2J12.1

J2.2J12.3

1.3 Hacnencteennsie 1 BpoXKIeHHBIS 1 2 JI1.1 J11.2J12.1
00JIe3HH, CEMEWHBIE U J2.2J12.3
criopaauueckue. /TIp/




14 UesnoBek Kak 00bEKT MEJUIIMHCKON JIT.1 JI1.2J12.1
renetuk. /TIp/ JI2.2 J12.3

15 OO0mast xapakTeprcTUKa reHoMa JI1.1 J11.2J12.1
genoBeka. /IIp/ J12.2712.3

1.6 3a/1auu reHeTHYEeCKOro KOHCYJIbTHPOBAHUS, JI1.1 J11.2J12.1
nokazanust. /IIp/ JI2.2J12.3

1.7 [IpenaranbHas auarnocruka. /TIp/ JI1.1 J11.2J12.1

J12.2712.3

1.8 OOBEKT 1 METO/IbI MEIMITUHCKOI TeHETHKH. JI1.1 J11.2J12.1
I'enernueckoe koHCynpTHpOBanue. /Cp/ J12.2712.3
Pazgen 2. I'ennbie 0oJie3nm.

XpomocoMHbIe 601€3HH.
MuTtoxoHapuanbHble 00Jie3Hu. Bosesnu ¢
HACJIeICTBEHHBIM MPEAPACIIOI0KEHHEM.

21 I'ennbie 6one3Hn. XPOMOCOMHBIC OOJIC3HH. JI1.1 J11.2J12.1
MuroxoHapuanbHble Oone3Hu. bonesHu ¢ J12.2J12.3
HACJIEJCTBEHHBIM MPEIPACIIONIOKEHUEM.

/JTex/

2.2 OO61ast XapaKTepUCTHKA TeHHBIX 0OJIC3HEH. JI1.1 J11.2J12.1
Mp/ JI2.2J12.3

2.3 Hapymenns aMMHOKHCIIOTHOTO OOMEHa. JI1.1 J11.2J12.1
Mp/ J12.2712.3

24 Hapymenus yriaesogsoro oomena. /Ilp/ JI1.1 J11.2J12.1

J12.2712.3

25 Hapymenus oomena mununos. /IIp/ JI1.1 JI1.2J12.1

J12.2712.3

2.6 Hapymienust oOMeHa mypuHOB U JI1.1 J11.2J12.1
nupuMuauHoB. /TIp/ JI2.2J12.3

2.7 Hapymienns metabonu3ma metaios. /TIp/ JI1.1 J11.2J12.1

JI2.2J12.3

2.8 JHedexrsl 06Mena ropmonos. /T1p/ JI1.1 J11.2J12.1

J12.2J12.3

29 I'ennble 6ose3HU. XpOMOCOMHBIE OO0JIE3HU. JI1.1 J11.2J12.1
MuToxoHapuansHble 60e3nn. bonesnn ¢ JI2.2J12.3
HACJIC/ICTBEHHBIM MIPEAPACIIONIOKEHHEM.

/Cp/
Pa3gen 3. HacnenoBanue
NCUXO0JOTMYeCKHUX 0COOEHHOCTEN.

3.1 HaciienoBanue cUX0JIOrHYECKUX JI1.1 J11.2J12.1
ocobenHocTel. /Jlek/ JI2.2J12.3

3.2 THITBI TEHOTHTI-CPETOBBIX JI1.1 J11.2J12.1
cooTHoweHn.O0111as 1 HHAWBUAYATbHAS JI12.2J12.3
cpena /Tp/

3.3 HacnenoBanue ncuxoiorHUECKUX JI1.1 J11.2J12.1
ocobennoctet. /Cp/ JI2.2J12.3




Paznen 4. Bpo:xkaenHble NOPOKHU
pa3Butus. [IpuHIUNBI JeYeHus 1
npopuIaKTHKH

HacJIeCTBEHHBIX 00JIe3Heil.

4.1 BposkneHHble TOPOKH Pa3BUTHSL. JI1.1 J11.2J12.1
[TpuHIMIIBT JTeUSHUS U TPOPUITAKTHKH JI12.2J12.3
HaCJIe/ICTBEHHBIX Oone3Her. /Jlex/

4.2 Poib cioHTaHHOTO ¥ MHIYHUPOBAHHOTO JI1.1 J11.2J12.1
MYTalOHHBIX MPOIIECCOB B JI2.2J12.3
HacJieIcTBeHHOM narosiorud. /TIp/

4.3 Myrarensl. Dtansl myTarenesa. [IpoBepka JI1.1 J11.2J12.1
BEIIECTB HAa MYTareHHOCTs. /I1p/ JI2.2J12.3

4.4 BposkieHHbIE TOPOKH Pa3BUTHSL. JI1.1 J11.2J12.1
IMpuHIUnE! Ne4eHus 1 Npo(UIaKTUKU J12.2J12.3
HACJIe/ICTBeHHBIX Oone3nen. /Cp/

4.5 /Kontp.pab./

4.6 /3auér/

5. OLHEHOYHBIE CPEJCTBA

5.1. OHeHO‘IHLIe MaTepuaJibl 1J51 TEKyHIE€ro KOHTPOJIA U l'lpOMe)KyTO‘IHOﬁ aTTeCTalliu

Hpe,Z[CTaBJ'IeHLI OTACIIBHBIM JOKYMEHTOM

5.2. OueHouynbie MaTepUAJIbI 1JIs1 AUATHOCTUYECKOTO TeCTUPOBAHUS

HpeﬂCTaBﬂeHLI OTACJIbHBIM JOKYMEHTOM

6. YYUEBHO-METOAUYECKOE U HTH®OPMAILIMOHHOE OBECIIEYEHUE JUCHUIIJIMHBI (MOAY JIST)

6.1. Pexomennyemas iuTepatypa

6.1.1. OcHoBHasi TUTEPaTypa

ABTOpBI, COCTaBUTEIH 3arnaBue WznarensctBo, rox | Komuu-Bo
JI1.1 |Boukos H.IT., AcanoB |MeaunuHckas reHeTHKA: y4eOHUK Mocksa: IDOTAP- 1
A1O., Kyuenko H.A., Menua, 2021,
Cy66otuna T.H., https://www.student
Oumnmosa M.T'., library.ru/book/ISB
@Oununmosa T.B. N9785970460207.h
tml
JI1.2 |Mycradun P. H., Hacnencteennbie 60yie3HH 0OMeHa BellecTB: yaeoHoe mocodue |Yda: BI'MY, 2020, 1
Caiipymmmna E. B., https://e.lanbook.co
Myp3abaesa C. I11., m/book/155776
Mappanosa A. K.,
XycuyranaoBa 3. K.
6.1.2. lonoiHUTEIbHAS TUTEPATypa
ABTOpBI, COCTaBUTEIH WznarensctBo, ron | Komuu-Bo
J12.1 |Dmmuc C. [, OnureHeTuka M.: Texnocdepa, 2
JxenroBeiin T., 2010
PeiinGepr 1.
JI2.2 |Epemuna E. P. [IpenaTanbHas AMArHOCTUKA HApYIIEHUH Pa3BUTHUSA MJIOA B Vnan-Yo: bBI'Y, 1
HEPBOM TPUMECTPE OEPEMEHHOCTH: YI€OHO-METOUYECKOE 2021,
mocobue https://e.lanbook.co
m/book/293246
JI2.3 |Pomanenko O. I1., BposxaeHHble HOPOKH pa3BUTHUS: yueOHOe ocobue Cankr-IletepOypr: 1
Bepmunckas 1. K., C3IMY um. N.1.
Kanypuna T. U., MeunukoBa, 2019,
Xapuenko T. B. https://e.lanbook.co
m/book/242477

6.3.1 IlepeyeHs MPOrpaMMHOI0 odecreyeHust

6.3.2 Tlepeyenb HHPOPMATMOHHBIX CIPABOYHBIX CHCTEM

7. MATEPHAJIBHO-TEXHUYECKOE OBECIHIEYEHHE JUCHUIIJIMHBI (MOAYJIS)




OueHovHbIe MATEPHUAJIBI 1JI51 TPOMEKYTOUHON aTTeCTAIMU MO AUCHHUILIUHE

Meouxo — cenemuueckoe KOHCYJIbmupoearnue

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 — moknansiBaio, cooOIIam) mpeacTaBiser coboi ocoboe couMHEeHue, B
KOTOPOM OIpEIeNICHbI IeIH, 33Ja4l 1 BHIBO/Ibl U3J1aratolliie OCHOBHBIE MOJIOXKEHUS TEMbI U POOJIEMBI.

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

PedepaTsl oKnanbIBalOTCS HA 3aHATUM COOTBETCTBEHHO BBIOpAaHHONW TeME€ U KaJleHAapHO-
TEMaTU4YEeCKOMY IUIaHy, CAAI0TCS IPENoJaBaTeso CTPOro B YKa3aHHBINA CPOK.

Csenenue oroOpaHHOW HMHGOpPMAIUMU JIOJDKHO OBITh BCTPOEHO B TEKCT B COOTBETCTBUU C
orpeieNieHHOH Torukoil. Pehepar cocTouT U3 Tpex yacTeil: BBEJECHUs, OCHOBHOM YacTH, 3aKII0UEHMS;

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

1eJh (JI0JKHA 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 Jajee — CKAToe
U3JI0KEeHNEe BBIOpaHHOW MH(OPMALMUM B COOTBETCTBMM C IMOCTaBIEHHBIMU 33JayaMH. B KOHIlE IJIaBbl
JIOJDKEH JIeJIaThCsl BBIBOJ (MTOJABBIBOJ), KOTOPHIM HaumHaeTcs cioBaMu: «Takum obOpaszoM...», «Utak...»,
«3HauuT...», «B 3akiroueHue TIIaBbl OTMETHM...», «Bce cka3aHHOe MO3BOJISIET CJlieNaTh BBIBOM...»,
«IloxBOas UTOT...» U T.1.

B) 3aKJIIOUYEHHE COJCPXKHUT BbIBOABI Mo rnaBaMm (1-1,5 nucrta). YMeCTHO BBICKa3aTh CBOIO TOYKY
3peHUs Ha pacCMaTpUBAEMYIO IPOOIEMY.

Pedepar mMoxer ObITh MpPEACTAaBICH B BUJE MPE3EHTAL[MM, NPU 3TOM 00s3aTENbHO BBIIOJIHEHUE
OCHOBHBIX TpeOoBaHMil K pedepary, BKIOYas MPaBUILHOCT OQPOPMIIEHUS CITUCKA JIUTEPATYphI!

PackpsiTie TeMbl pedeparta npeanonaraeT Halu4iue HECKOJIBKUX CHEeIMaT3UPOBAHHBIX HCTOYHHUKOB
(xak MuHuMyM 8-10 myOnukanuii, MoHorpadui, CIpaBOYHBIX H3JaHUI, Y4eOHbIX MocoOuii) B KadyecTBe
ucrouHnka uHpopmarmu. IlpeamnoureHne oTaaercss MyONMKALMsAM B CHEIHMAIM3HPOBAHHBIX JKypHajlaxX H
MOHOTrpadusM TMPU3HAHHBIX CHELHUATUCTOB B COOTBETCTBYIOIIEW oOnmacTu 3HaHW. OO0s3aTenbHO
UCIIOJIb30BaHUE HHOCTPAHHOM JIUTEPATypHI.



Cnucok pedepaTuBHbIX co001IeHMI - 1 cemecTp:

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

Bbonesns [N'ome (Gaucher Disease)

Cunapom BaapnenOypra (Waardenburg Syndrome)

Tpemop (Essential Tremor)

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

Cunnpom 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 TeneanrmdkTasus (Ataxia telangiectasia)

Cunnpowm 3enbBurepa (Zellweger syndrome)

PerunoGmacroma (Retinoblastoma)

Bbosiesnp AnbureiiMepa (Alzheimer disease)

Cunnpom Anrenpmana (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: [{ucrenesus ronan (Gonadal Dysgenesis)

TUIIOBBIE 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.




