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JlononHuTenbHas npodeccruoHanbHas nporpamma npodeccuoHabHON
NEPETIOATOTOBKH M0 crenuanbHocTu «JlaboparopHas reHeTuka» oOcCyXIeHa u
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nepenoarotoBku cnenuanuctoB®I'’6OY BO PoctI' MY Munsnpasa Poccun.

3aBenyromuii kadeapoi a.m.H bypues JI.B.

[Iporpamma peKOMEHI0BaHa K YTBEPKACHUIO PEIICH3CHTaAMU:

1.1. Jlo6anoBa MHWpuna BiagumupoBHa, K.M.H., 3aBeaywoomas Kiuauko-
nuarHoctuyeckoi nadoparopueit 'Y PO «KB/I»

2. Kopuuenko Urops BanepweBuu, 1.0.H., T1aBHbIM Hay4dHbld coTpyaHuk HOHI]
PAH



JononHutenbHas npodeccuoHalibHasg —mporpaMma  npodeccruoHaIbHOM
nepenoAroroBku «Jlaboparopnas reHetukay (nmanee - Ilporpamma) paspadorana
paboueidi  Tpynmoi  COTPYAHUKOB  Kadeapbl  MEPCOHATM3UPOBAHHOM U
TPAHCISIITUOHHOW ~ MEAWITMHBI  (DaKyJIbTeTa TOBBIMICHUS KBATU(PUKANNN U
npodeccuonanbHoit  mepenoaroroBku  cnenuanuctoB®I'’bOY BO PoctMY
Munznpasa Poccun, 3aBemyrontuii kadenpoii J[.B.bypries.
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3. |IlepeBe3eHuen K.M.H. Jouent kadenpsr ®I'bOY BO PoctIT MY
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TPaHCIALUOHHON
MEAMIMHBI (aKyJIbTeTa
MOBBIIIEHUS KB (UKALIIH
U ipohecCUOHATLHON
NEPETIOATOTOBKU
CIELUATNCTOB




I'noccapmit

JIIO - nononHutensHoe NpodeccuoHaIbHOEe 00pa3oBaHUE;
OI'OC - denepasibHbIN TOCYAAPCTBEHHBIA 00pa30BaTENIbHBIN CTaHAAPT
[1C - mpodeccrnonanbHbIN CTaHAAPT

OT® - o6o01IeHHas TPYA0Bast PYHKIIHS

T® - TpynoBas pyHKIHA

[1K - mpodeccruonanbHast KOMIETSHITUS

JI3 - neKIMOHHBIE 3aHATUS

C3 - ceMuHapcKue 3aHsATUS;

[13 - npakTUYECKUE 3aHATUS;

CP - camocTosiTenbHas padboTa;

JOT - nuctaHMOHHBIE 00pa30BaTEIIbHBIC TEXHOJIOTUH;
D0 - 3eKTpOHHOE 00YUECHUE;

[TA - mpomexyToUYHas aTTeCTalus;

HA - utoropasi aTTecTaius;

VII - yueOHbIif I1aH;

AC IIO - aBToMaTU3upOBaHHAs CUCTEMA JIOTIOTHUTEIBLHOTO MPOdheCCHOHAIBHOTO
oOpa3oBaHUs.
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1. OBIAA XAPAKTEPUCTUKA TPOI'PAMMBI.
1.1. HopmaTuBHO-nipaBoBasi 0cCHOBa pa3padoTku IlporpaMmmel.

— ®enepanbHbIil 3akoH 0T 29 aexadpst 2012 r. Ne 273-03 «O06 o6pa3zoBaHuu B
Poccuiickoit @enepanun», ctatbs 76.

— [Ipukaz3 MunoOpHayku Poccum ot 1 wmroma 2013 1. Ne 499 «O06
yTBepxkaeHun Ilopsigka opraHu3anv M OCYIIECTBICHUS 00pa3oBaTElbHON
JEATEIIbHOCTH MO JOTOJHUTEIBHBIM NPO(PECCUOHATEHBIM IPOTPaMMaM».

— Enunbiii kBanu@UKAIMOHHBIA CIPABOYHUK JOJDKHOCTEH PYKOBOJUTENEH,
CIEIHUAIMCTOB M CIyXamux, paznen «KpaimdukalmoHHbIE XapaKTEPUCTUKHU
JIOJDKHOCTEM pabOTHUKOB B cdepe 3apaBOOXpaHEHUs» (YTBEPKIACH IPUKA30M

MuHHCTEPCTBOM  3IpaBOOXPAHEHUSI M COLUAIBHOrO pas3Butus Poccuiickoi
®enepanuu ot 23.07.2010 . N 541H)
— Ilpukaz MunznpaBa Poccun ot 02.05.2023 N 206 "OO0 yTBepxkAcHUU

KBanupukaunoHHbIX TpeOOBaHMH K MEIULUMHCKUM U (papMalleBTUYECKUM
paboTHHKaM ¢ BbICHIMM oOOpa3zoBaHueM" (3aperucTpupoBaHo B MuHiocTe
Poccun 01.06.2023 N 73677).

- Jlunensus denepanbHoil ciyKObl MO Ham30py B cdepe 00pa3oBaHUS U
HAyKW Ha OCyIIecTBIeHHe obpaszoBarenbHolt pAestenbHoctn PI'BOY BO
PoctI'MY Munsapasa Poccun ot 22utonst 2017 r. Ne 2604.

1.2. Kareropum o0y4arommuxcs.

Kareropust oOyuaromuxcsi: CHEUAIUTET [0 OJHOM W3 CHEIHAIbHOCTEH:
"Jleuebnoe gmeno", "Menuko-npodunaktuueckoe aeno", "MemumuHCKas
omodusuka", "MemuumHcKas Ouoxmmusa", "MemunuHCKas KubOepHeTHKA"
"Ilequarpus”, "Cromaronorus", CHeNUATUCThl MPU HAJWYAM TOJATOTOBKH B
HHTEpHATYpe/OpAMHATYpEe II0 OJHOW U3 chenuaiabHocTed: "I'eHeTmka',
"Knununueckas naboparopHasi AMarHOCTHKA" .

1.3. llenb peajqm3anum NporpaMmbl

@OpMUPOBAHUE CHUCTEMBI TEOPETUUYECKUX 3HAHUW M NPAKTUYECKUX YMEHUU B
00nacTUIIa00paTOPHON TEHETHKH, @ UMEHHO pacIIMpeHue U yriyOjieHne 3HaHul B
00J1aCTH MOJIEKYJISIPHO-TEHETUYECKUX MCCIEIOBAaHUMN C MCIOJIb30BAHUEM METOI0B
7a00paTOpHON ~ TEHETUKH,  MNPUOOpPETEHHWE  HOBBIX  Npo(deccHOHaTbHBIX
KOMITETEHLIUM, HEOOXOAMMBIX ISl BBIMOJHEHUS! HOBOTO BUJA MPO(ECCHOHATBHOMN
NeSATEIbHOCTH, TO €CTh B MPUOOPETEHUH HOBOM KBAIU(PHUKALIUU.



Bux npodgeccuoHAIBbHOH JAeATEIbHOCTH: OCYIIECTBIICHUE MEIUIIUHCKON
NEATETLHOCTH B 00J1aCTH TaOOPAaTOPHON TeHETHKHU

YpoBens kBajupukanumn:8

Taoauma 1
Caa3b [Iporpammbl ¢ KBAJIU(UKANUOHHBIMHA XaPAKTEPUCTUKAMH

Enunbiit kBanuduKalMOHHBIN CIIPABOYHUK JOJKHOCTEH PYKOBOIUTENICH,
CIIEIMAIIUCTOB M CIIyXKalux, pa3aen « KpanudukanmoHabie XapaKTEPUCTUKH
JOJDKHOCTEH pabOTHUKOB B cepe 3ApaBooxpaHeHus» (YTBEPKACH IPUKA30M

MuHncTeEpCTBOM 31paBOOXPAaHEHNS U COUUAIIBHOTO pa3BuTUs Poccuiickon

®enepanuu ot 23.07.2010 r. N 541H)

TpynoBbie GpyHKIMH

oTd Kon
Td HaumenoBanue T®
KX [IpoBenenue 1a00paTOPHBIX

HUCCJICIOBAHUM B COOTBETCTBUU CO
CTaHIAPTOM
MEIUIIMTHCKOMN ITOMOIIIH.

Opranuzarusi pabo4ero MecTo JJjist
MIPOBEICHHUS JTAOOPATOPHBIX
HCCJICIOBAHUM;

OCYIIIECTBJICHUE MEPOIPUATHH TIO
o0ecCIeueHnI0 U KOHTPOJTIO Ka4eCTBa
71a00paTOPHBIX UCCIEAOBaHUIN Ha
MpeaHaATUTUYECKOM, aHATTUTHIECKOM U
MOCTAaHATUTHYECKOM dTarax;

OcBOeHME U BHEJIPEHNE HOBBIX METOJ0B
71a00paTOPHBIX UCCIEAOBAHUMN U
000pyI0BaHUS; BEJICHUE METUITUHCKON
JIOKYMEHTAIIUX B YCTAHOBJIICHHOM
MOPsIJIKE

[TnaHupoBaHKe U aHAIIU3 PE3YJITATOB
CBOCH pabOTHI, IOJrOTOBKA OTYETA O
cBoell pabore




PykoBoncTBo
paboTOi CpeTHEr0 U MIIAJIIIETO
MEJUIIMHCKOTO MepcoHalIa

1.4. Ilnanupyembie pe3yabTaThbl 00y4eHUs

Taoauna 2
IlnaHupyemble pe3yJbTaThl 00yUeHHUs

KBanmupuxkanuonnas

IIK Onucanye KoMNeTeHIIHH
XapaKTepUCTHKA

FOTOBHOCTD K: ONIPEIICIICHUIO Y
MaIMEeHTOB MMaTOJIOTHYECKUX
COCTOSTHUH, CHMIITOMOB, CHH/IPOMOB,
HO30JIOTHYECKUX (OPM B
COOTBETCTBUU ¢ MexayHapoIHOU
kiaccudukanuei 6oye3Het u
po0JIeM, CBS3aHHBIX CO 3JI0POBBEM
M0JKeH 3HaTh: OCHOBHBIC MPUHIIUTIBI
1 METO/IbI OCBANBAEMBIX KIIMHUYECKHX
J1a00PATOPHBIX MCCIICTOBAHUIT
JT0JI2KEeH YMeTh: OPTaHU30BaTh U
MIPOM3BOUTH KOHTPOJIb Ka4yeCTBa
HOBBIX METO0B KIIMHUYECKUX
J1a00PATOPHBIX MCCIICOBAHUIT
TO0JIKEH BJIAJeTh: TIPOIETyPaAMH
KOHTPOJISI KauecTBa
(hapMaKOTeHETHUECKUX METOOB U
OIICHMBATh UX PE3yNbTAT

IIK-1 KX

IK-2 TOTOBHOCTDb K BBINOJIHECHHUIO
OHKOT'€HETHYECKHX aHaJIN30B

TOJIZKEeH 3HATh: TEOPETHUYECKHE
OCHOBBI OHKOT'€HETUKH

AOJKEH  yMeTb:  (OpMyIupOBaTh
3aKJII0UYCHIE 110 pe3yJibTaTaM
MOJIEKYJIIPHO-TE€HETUYECKOTO
TECTUPOBAHUS TE€HOB HACJIEICTBEHHOU KX
MPEAPACIIONOKEHHOCTH K
onpeaeIEHHOMY OHKOJIOTHYECKOMY
3a00JIEBaHUIO

JOJIZKEeH BJIAJETh: pa3IUYHBIMHU
1ab0paTOPHBIMU MOJIEKYJISIPHO-
T€HETHYECKUMH METOaMU

K-3 TOTOBHOCTDb K BhITTOJIHEHHUIO | KX
(hapMaKOTeHETHIECKUX aHAITN30B
J0JI3KEeH 3HATDb: TEOPETHUUECKUE
OCHOBBI (PapMaKOT€HETUKH

AOJKEH  yMeTb:  (opMyIupOBaTh
3aKJIIOUCHHE (6] pe3yabTaTaM




MOJIEKYJIAPHO-TEHETUYECKOTO

TECTUPOBAHUS B obsactu
(dhapMaKOreHETHKH

AOJLKEH  BJIadeTh:  Pa3jIMYHBIMU
1a00pPaTOPHBIMU MOJEKYJIIIPHO-

I'€HECTUYCCKUMHU METOAaMU

IIK-4

rOTOBHOCTh K BBITIOJTHEHUO
MOJICKYJISIPHO-TEHETHYECKUX aHaJIN30B
HACJIEICTBEHHOM
MPEIPacIONOKEHHOCTH K  LIMPOKO
pacnpocTpaHEHHBIM 3a00JICBaHUSIM

KX

JI0JI3KEH 3HATD: TEOPETHYCCKHUE
OCHOBBI TCHCTUKHU CJIIOKHO
HaCJIEyEeMbIX 3a00JI€BaHUI
JAOJKeH  yMeTb:  (OpMyJIupOBaTh
3aKJIIOYEHHE o pe3ynbTaTam
MOJIEKYJIIPHO-TE€HETUUECKOTO
TECTUPOBAHUS B obnactu
(dHaci1eTCBEHHOM
MIPEAPACIIONOKEHHOCTH K
MYJIbTH()AKTOPHATEHBIM
3a00JI€BaHUSIM
J0JI3KEeH BJIAJIETh: pa3TMIHBIMH
71a00paTOPHBIMU MOJIEKYJISIPHO-
TCHCTHUYCCKNUMHU MECTOdaMHN
1.5 ®opma o0yueHnus
I'paduk 00yueHus| Akaa. 4acoB JHen O0uas npoaoIKUTEIBHOCTH
B JIeHb B HeJ eI NporpamMmbl, MecsilieB
Dopma o0yueHust (Heil, HelleNb)
Ounas 6 6 4 mecsa, 16 Henennb, 96 el




2. COAEP/KAHUE ITPOI'PAMMBI.

2.1 YyeOHBIN J1aH.

JOTIOJTHUTENBHOU MPOQPECCHOHATIBHON MTPOrpaMMbINpodhecCHOHANTBHON MEPENOAr0OTOBKM Bpayeil 1Mo crenuaibHOCTH

«JIaboparopHas reHeTuKa», B 00béMe 576 yacoB

Yac B Tom yucie B ToMm yncie O0y4arommu
H peet 6” J3 |13 | C3 Cp | Hacer| 13 1C3 M3 | CP | o ; Cogepme| Popma
No anMeHOBs:Hne 0 ((;3T ¢ 10T TaKHPOBK CHM)’jIHIIHO HCTByeM | KOHTPO
Motyed %::0 Z[n u 20 2 HHBIMKYPC|  Lre TIK Jast
20
2 3 4 5 6 7 9 10 |11 12 13 14 15 16 17
Cnenua/jbHble IHCHUILIHHBI
1 I'enernka 60 56 8 139 |9 4 4 IMK-1 A
I1K-2
I1K-3
I1K-4
2 buoxumus 30 28 10 | 16 2 2 2 I1K-1 A
I1K-2
I1K-3
I1K-4
3 | N'eneTuka yeaoBeKa 52 48 16 | 16 16 4 4 IIK-1 mA
[1K-2
I1K-3
I1K-4
4 Kinnanueckas 19 17 4 10 3 2 2 IIK-1 mA
reHeTHKa, [1K-2
XapaKTePUCTHKA I1K-3

10




HaCJICJICTBEHHBIX I1IK-4
Oone3Hein
5 JlabopaTopHbie 32 24 | 14 8 2 IK-1 A
METObI [1K-2
IUArHOCTUKH [1K-3
HAaCJEeICTBEHHBIX [1IK-4
OoJie3Hel
6 | LluToreHernyeckue 43 35 6 25 4 ITK-1 IA
METObI [1K-2
JIUAarHOCTUKU [1K-3
XPOMOCOMHBIX [1K-4
Oone3nen
7 buoxumnueckue 46 42 8 30 4 I1IK-1 ITA
METObI [1IK-2
IUAarHOCTUKH [1K-3
HAacJIeACTBEHHBIX [IK-4
Oone3nei
8 MounekynsipHo- 87 821 10| 67 5 [K-1 IMA
reHETHYECKHE [1K-2
METOIBI [1K-3
TUarHOCTHUKU [1K-4
HAacJIeACTBEHHBIX
Oone3nei
9 CoBpeMeHHBIE 85 80| 25| 45| 10 IK-1 ImA
JIOCTYDKEHHS B [1K-2
obnactu I1K-3
nmabopaTopHOU I1K-4
F€HETUKHU
10 [Ipodpunakruka 60 58 8 | 50 [K-1 ImA
HACJIEACTBEHHBIX [1K-2
OoJie3HeH I1K-3
[1K-4

11




BCEI'O uacos

| 514 ] 470] 109] 308|

55 |

44 | 44

CMesKHBIe TUCIMILT

HHBI

11

MoOnan3anuoHHasn
MOAr0OTOBKA U
rpaxiaHcKas

oOopoHa B chepe
3APaBOOXPaHEHNs

48

30

18

12

Ba3soBas cepaeyno
- JIeroYHasi
peaHHuMalUsA H
noJAep;Kanue
NPOXOAUMOCTH
AbIXaTeJIbHBIX
nyrei

Hrorosas
aTTecTalus

JK3aMeH

Bcero yacos no

576

nporpamme

12




2.2. KajienpapHbiii y4eOHbIN rpauk.

VYueOHble 3aHATHS MPOBOJATCS B TeueHUe 4 MecsieB, 16 Heaemnb, IeCTh THEH B HEJEII0
110 6 aKageMUYECKUX Yaca B J€Hb.

2.3. Paboumne nporpaMMbl y4eOHBIX MOXYJICH.

MOAVYJIb 1
I'eneruka

Kon HaumeHoBaHus TeM, 3JIEMEHTOB
11 HcTopust pa3BUTHS M CTAHOBJICHUS TCHETUKH KaK HAYKH
111 MupoBasi UCTOpHS TEHETUKHU
1.1.2 Hcropusi reHeTHKH B HalIe CTpaHe
1.2 XpOMOCOMHast TEOpHsI HACIIEACTBEHHOCTH
1.3 [TomynsamonHas reHeTHKa
1.3.1 ba3ucHbIe MOHATHS MOMYIAIMOHHOW T'€HETUKH
132 Posib momysIiMOHHOM TreHETHKYU B IMATHOCTUKE HACIIECTBEHHBIX O0JIe3HEH
14 ['eHOMUKa U TEHOMHBIE TEXHOJIOTUU

MOJYJb 2
buoxumust

Kon HaumeHoBaHus TeM, 3J1eMEHTOB
2.1 Crpoennie HHGOPMALMOHHBIX MOJIEKYJ U MAaTpUUHbIE OMOCUHTE3bI
211 Crpoenne u cunre3 PHK u /THK
212 CtpoeHnue u cunre3 Oenka
2.2 OCHOBHBIE 0COOEHHOCTH METa00TMYECKUX MPOIECCOB
221 BasucHrble cBeneHus o MeTadoIn3IMe
2.2.2 Ponb pepmenToB B MeTabonuzme
2.3 MeTtopl uccie10BaHus HapyIIeHH 0OMEHa BEIeCTB
2.3.1 OCHOBHBIE METO/IBI UCCIICIOBAHMSI HAPYIIICHUH 0OMEHA BEIIEeCTB

13



2.3.2 I"a3oBast xpoMaTorpadust 1 Macc-CEeKTPOMETPHSI

MOJIYJIb 3
I'eneTruka 4yejioBeka

Kon HaumeHnoBaHus T€M, 3JIeMEHTOB
3.1 Hcropust pa3BUTHS U CTAHOBJICHUS TCHETUKU KaK HAYKH
3.1.1 MupoBasi UCTOpHUS T€HETUKH
3.1.2 Hcropusi reHeTUKH B HAIlICH CTpaHe
3.2 HacnenctBeHHOCTB B €€ MOJICKYJISIPHBIE OCHOBBI
3.2.1 IToHsTHE O T€HAX U TEHOMAaX
3.2.2 OYHKIUOHATIBFHOE YCTPOMCTBO FEHOB YEJIOBEKA
3.2.3 JIOMHHaHTHOCTb U PELIECCUBHOCTb IeHOB. [ 'eHHOe B3auMoielicTBre
3.25 OIHUreHeTnKa
3.3 [{uTonornyecKkrne OCHOBBI HACACACTBEHHOCTH
3.3.1 Pob KIE€TOUHBIX CTPYKTYP B peaM3allii HacaeACTBEHHOCTH
3.3.2 MuTOo3 U MeHo3
3.4 I'eHb! ¥ IpU3HAKK
3.5 N3MeHYnBOCTD
3.6 MeToabl TEHETUKY YET0BEKA

MOJIYJIb 4
KanHuveckasi reHeTHKA, XapaKTEPUCTUKA HACIEICTBEHHBIX 00/1€e3Heil

Kon HaumeHoBaHHA TeM, 3JIEMEHTOB
4.1 HacnencTBeHHOCTE M ITATOJIOTHS
41.1 MoHoreHHble HacIEACTBEHHBIE 3a00I€BaHUS
4.1.2 MynbTrdakTOpHaTbHBIC (CI0XKHO HACIEeTyeMbIe) 3a00I€BaHUS
4.2 Monorennsle (OpMbI Hacle[ICTBEHHBIX Oosie3Hell (maroreHes, KIMHHKA,

JTUATHOCTHKA, YACTOTa B TIOIMYJISIIIUN)
42.1 Haubonee gacto BcTpeyaromyecs MOHOTeHHBIE 3a0oneBanus. HeoHaTanbHBbIM
CKPUHUHT




4.2.2

bone3nu TCHOMHOTOMMIIPUTHUHIA

4.3 Bone3nu, nMeroIre TeHeTHYECKYO MPEAPACIONOKEHHOCTh
MOJYJb 5
JlaGopaTopHbie MeTObl TMATHOCTHKH HACJIeICTBEHHBIX 00J1e3Hell
Kox HaumeHoBaHUs TeM, 3JIEMEHTOB
5.1 Mecto 1a0OpaTOpHBIX HCCIEIOBAHMM  BAMArHOCTUK  HACJEICTBEHHOM
MATOJIOTHH
5.2. O011e1a00paTOPHBIC METObI TUArHOCTHKH HACJICICTBEHHBIX OOJIC3HEH
5.3. YceTpoiicTBO MOJIEKYIISIPHO-TEHETHYECKO0a00opaTopuu
MOJAYJIb 6
IuToreHeTn4ecKue METOAbI AMATHOCTHKHA XPOMOCOMHBIX 00J1e3Hel
Kon HaumeHoOBaHMSA TeM, J1eMEHTOB
6.1 XpomocoMHbIil aHanu3. O6mue nonoxenus. OCOOEHHOCTH XPOMOCOMHOTO
ananuza. KnmHudeckue nmokasanusi sl MPOBEACHUS XPOMOCOMHOTO aHaIH3a.
6.2. TexHuYecKue acreKThl IIUTOTeHEeTUYECKOT0 aHaIn3a.
6.3. Howmenknarypa u Mmopdosiorust XxpoMocoM. XpOMOCOMHBIE abeppaliu.
6.4. XPpOMOCOMHBIE AHOMAJIMH U CUHAPOMBI.
6.5. [{utorenerrka OecrIousl.
6.6. [{urorenernuecue ucciaeaoBanus HeaudepeHIupoBaHHBIX GopMm

YMCTBEHHOW OTCTAJIOCTH Y JIETEH.

MOJYJIb 7

buoxumMu4veckne MeTobl JUATHOCTHKH HACJIEACTBEHHBIX 0oJ1e3Hel

Kon HanmeHoBaHMs TeM, 3J1€MEHTOB

7.1 [TpaBuiia cbopa n XxpaHeHUs: OMOJIOIMUECKOT0 MaTepuaa

7.2 KauecTBeHHbIE, KOJNMYECTBEHHbIE U  IOJYKOJIUYECTBEHHBIE  METOJIbI
OMOXMMUYECKOI TMarHOCTUKU HACIEICTBEHHBIX O0sIe3HeN

7.3 OO11ast XapakTepUCTHKa (PU3UKO-XMMUYECKHX METOJIOB

7.4 Teopernueckre OCHOBBI OMOXUMUYECKUX METO/IOB TUATHOCTUKHU

7.5 KomnapTMmenTanusamus KIeTo4HbIX MpoueccoB. KiieTounble opraHesibl

7.6 Metop! aHanu3a U UASHTU(PUKAIUY TITUKO3aMUHOTIIMKAHOB

7.7 MeTop! aHanM3a U UASHTUPHUKALUN OJUTOcaxapHi0B

7.8 TanneMHas Macc-CIIEKTPOMETPUS

7.9 CoBpemeHHbIE OHOXMMHYECKHE aHaJIN3aToOPbI B JMAarHOCTHKE

HaCJICACTBCHHBIX OoJre3Hel
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7.10

PoJib DH3UMOIMArHOCTUKH HACIIEACTBEHHBIX 00JIE3HEN

MOJY.JIb 8

MoJieKkyJIsIpHO-TeHeTHYECKHE MEeTO/Ibl JUATHOCTHUKH HACJIEACTBEHHBbIX 00JIe3Heil

Kon HaumeHnoBaHus T€M, 3JIeMEHTOB

8.1 [Iporpamma «I"eHOM YelioBeKa» U €e UTOTU

8.2 DH3UMBI, YIIOTpeOIsieMbIe B MOJICKYJIIpHOM KiaoHUpoBanuu u JJHK-

JTMArHOCTHKE
8.3 Caiitsl pectpukiuu. [TomuMopdu3M IIMH PECTPUKITMOHHBIX (hParMEHTOB
(nanee — [1/IPD)

8.4 MonekyJibl HyKJIIEMHOBBIX KUCIIOT, Hcnoyib3yeMble B JJHK-nuarnocruke

8.5 AMIUTHPUKAITMOHHBIE METOBI, TpuMeHsieMblie B JIHK-aunarnoctuke

8.6 ['ubpuauzanronnsie MeTo b, mpuMmensiembie B JIHK-auarnocruke

8.7 DnekTpodope3 HyKICHHOBBIX KHUCIIOT

8.8 JIHK-nuarsoctrka HaciaeICTBEHHBIX 00JIe3HEH

8.9 JIHK-auarnocTrka 1 OlieHKa reéHeTHYeCKOTro prcKa

8.10 JIHK-auarnoctuka 3ab0eBaHuid, CBA3aHHBIX C HAPYIICHUEM UMIPUHTHUHTA

8.11 Mertoabl OIIEHKH aJIeIbHOTOMETHIIMPOBAHUS

8.12 O6nacts npumenenus JJHK-nuarnoctuku

8.13 ABTOMaTHYECKHE CUCTEMBI JJII MOJIEKYJISIPHO-TEHETHYECKON TUarHOCTUKH

8.14 MeTobI TUAaTHOCTHKY C UCIIOJIb30BAHUEM MUKPOUHUIIOB

8.15 KommbrotepHbie 6a3bl JaHHBIX JIJIS1 aHATN32a BBISIBJICHHBIX MYyTallUl

MOJIYJIb 9
CoBpemeHHBIE JOCTHKEHHS B 00/1aCTH J1A00PATOPHON FeHETHKH

Kona HaumMmeHoBaHUS TeM, 3JIEMEHTOB

9.1 MonekyIsipHO-TeHETHIECKHE UCCIICTIOBAHMUS - OCHOBa
NepPCOHUPUITUPOBAHHON METUITUHBI

9.2 OrmpesiesieHe TEHETHYECKH OOYCIOBJICHHOM MPEapacrloioKeHHOCTH K
pa3BUTHIO 3a00JIeBaHUI

9.3 Hcnonp30BaHrWEe TOTHOTEHOMHBIX METOJOB HCCIENIOBAaHUS B JAHATHOCTUKE
HACJIEICTBEHHBIX 3a00IeBaHUM

94 [TpeumyIiecTBa W OTpaHUYCHHS IEPCOHU(UIIMPOBAHHON JMATHOCTUKU W
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JICUCHUA

9.5 [TepconnduimpoBaHHas U TapreTHAs TEPAMUS OHKOJIOTUYECKUX 3a00ICBaHMIA
9.6 [TepconuduinmpoBannas papMaKOreHOMHKA
9.7 [TepconudunupoBanHas 1 TapreTHasTepanusIHeHpoIereHepaTUBHBIX
3a00JieBaHU
9.8 [P muarnoctuka HHPEKIIMOHHOMN MaTOIOTHH
MOJAYJb 10
IIpoduiakTrka Hac/ieCTBEHHbIX 00J1e3HeH
Kon HanmeHoBaHMS TeM, 3J1€MEHTOB
10.1 YpoBHU PO HIIAKTUKHA HACIEACTBEHHON M BPOXKICHHOM IMaTOJI0TUN
10.2 OCHOBBI MEAMKO-TE€HETUYECKOTO0 KOHCYJIbTUPOBAHUS
10.3 MOHMTOPUHT BPOXKACHHBIX aHOMAJIUI pa3BUTHSI
10.4 OcCHOBBI IEPUKOHLIENIIMOHHON NPOPUIAKTUKY HACIEACTBEHHbBIX O0JIe3HEN
10.5 [IpenaranbpHas 1MarHOCTUKA
10.6 HeonaranbHblli CKpUHUHT HACJI€JICTBEHHBIX 00JIE3HEN U €ro OCYyIEeCTBICHHE
B Poccuu
10.7 JonmnuanTalmoHHasmpeHaTanbHas 1uarnoctuka mpu KO
PaGouyas nporpamma
«CMeKHbIe AUCHUIIJIMHBD»
MoOuiu3anMoOHHAs MOAT0TOBKA U IPaskIaHCcKasi 000poHa B cepe
3APABOOXPAHCHUA
Kona HaumeHOBaHMe T€M, 3JIEMEHTOB H T. 1.
111 O00pOHOCTIOCOOHOCTH M HAMOHAJILHASA 0e30nacHOCTh Poccniickoii ®enepanmun
11.2 OcHOBBI HaNIMOHAIBHOU Oe3omacHocTH Poccutickoit Deneparnu
11.3 3aKoHOATENbHOE U HOPMAaTUBHOE NIPAaBOBOE PETYIMPOBAHKUE B 00JIACTH M OXPaHBI
rOCYIapCTBEHHOM TalHbI
11.4 OCHOBBI MOOMIH3AIMOHHON MOATOTOBKH IKOHOMUKHU Poccuiickoii @enepanuu
115 33KOHO,Z[aTeJ'ILHO€ HOPMATHBHOC IIPABOBOC obecneyenue MO6I/IJ'II/I3aI_[I/IOHHOI71 IOATOTOBKHU U

MoOwmm3aruu B Poccuiickoit denmeparim
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11.6 MoOuTH3aIMOHHASI TOAT0TOBKA 3ApaBooxpaHenust Poccuiickoii @exepauuu

11.7 CrienmanbHOe opMupoBaHus 3apaBooxpaneHus (CD3), UX MECTO U pOJIb B COBPEMEHHOMH

crucTeMe JIeue0H0—IBaKYaMOHHOr0 00eCIEYEH s BOMCK
11.8 [ToaBI>KHBIE METUITUHCKHE (POPMUPOBAHUS. 3a]a4H, OPTaHU3AIHS, TOPSIOK PaOOThHI

11.9 I'ocynapcTBeHHbIN MaTepHAIbHBINA pe3epB

11.10  |HopmaTuBHOE MpPaBOBOE PETYyJIMPOBAHHUE BOMPOCOB (HOPMUPOBAHUS, XPAHEHHUS,
HAKOIUIEHHsI U OCBEXKECHUS 3aI1acOB MOOMIM3ALMOHHOIO pe3epBa
11.11  A30paHHbIe BONPOCHI MeIMIHHBI KATACTPO(

11.12  |OpraHu3anys 1 OCHOBBI ICSATEIBHOCTH CIyXObl MeauuuHbI KatacTpod (CMK)

11.13  Xupypruveckasi NaToJ0rusi B BOeHHOe BpeMsi

11.14  KomMOWHHpOBaHHBIE MOPAKEHHS

11.15  [TepameBTHYecKas MATOJIOTUsI B BOCEHHOE BpeMsl

11.16  3abosieBaHWs BHYTPEHHUX OPTaHOB MPH TPABMATHYECKIX TOBPEXKISHUIX

ba3oBas CEPACIHO - JICTOYHAasA peaHuMalnusa U MoaAAepKaHue MPOXOANMOCTH
AbIXAaTCJIBbHBIX nyTeﬁ

Koxa HaumeHOBaHMS TeM, 3JIEMEHTOB

121 Ba3oBasi cepieuHo - JIETO'HAs! PeAHUMALHS 1 MIO/IIepiKaHHe MPOXOHMOCTH
bIXaTeJbHBIX MyTei

12.1.1 O01IMe TPUHITUITHI OKAa3aHUS IEPBON TTOMOIIN

12.1.2 [lonepxanne MPOXOANMOCTH JbIXaTeIbHBIX Iy TeH

12.1.3 ba3oBas cep/ieuHo - JIerouHas peaHuMaIlis B3POCIBIX U JETEH

1214 [IpaBuiia 3KCIUTyaTaluy ¥ 0€30MMaCHOCTH UCIIOIb30BAHUS aBTOMATUUYECKOTI'O HApyKHOTO
e ubprLsiTopa

2.4. OueHkKa Ka4yecTBa 0CBOEHMS NMPOrPaMMBbl.
2.4.1. ®opma NpoMeKyTOYHON W UTOTOBOM aTTECTAIINH.

2.4.1.1. KoHTpoJb pe3ysibTaToB 00y4YEeHHs IPOBOAUTCS:
- B Buge IIA - mo xaxaomy yuebHomy monymto [Iporpammer. ®dopma ITA — 3auéra.
3adeT NpOBOAMUTCS MOCPEICTBOM TECTOBOI'O KOHTPOJISI B aBTOMaTU3UPOBAHHOMN cUCTEME
JOTIOJIHUTENIBHOTO TIpodeccruonansHoro oopazosanus (nanee AC JI10).

- B BUJie uTOroBoi arrecrauuu (MA).
OOyuatomuiics aomyckaercss kK MA mociae ocBoeHUsi pabouux MporpamMM YYeOHBIX
MoayJneli B oOBéMe, mpeaycMoTpeHHOM yueOHbIM TiaHoMm (YII), mpu ycmemmHom
npoxoxjaeHun Bcex IIA B coorBerctBuu ¢ YII. dopma HUTOroBOM arrecTaluu —
9K3aMEH, KOTOPBIM MPOBOJIUTCS MOCPEICTBOM COOECe0BaHMs, TECTOBOIO KOHTPOJIS B
AC AITO u pemenust oqHou curyanmonnou 3aaauu B AC [I10.
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2.4.1.2. Jluuam, ycnemHo ocBouBUM IIporpammy u npomenmum WA, Bbigaércs
OUNTIOM O NPUCBOEHUU KEATUDUKAYUU.

2.42. llkana ¥ TOPSAIOK OLEHKA CTEIEHU OCBOCHUSA OOYydYaroNUMHUCS Y4eOHOTO
marepuaina [Iporpammel.

KPUTEPUU ONEHUBAHUSA OTBETA
HA TEOPETHUYECKHMI BOITPOC

Jdeckpunrtopnbl
OTMeTKa yMeHHE 00bSICHATH JIOTHYHOCTD U
NMPOYHOCTDH 3HAHHUH CYUIHOCTb ﬂB.]'IeHI/Iﬁ, mocjeaA0BaTeJaIbHO
IPOLECCOB, 1€/1aTh BBIBOJAbI CTh 0TBETaA
OTJIMYHO IPOYHOCTb 3HAHUH, 3HAaHHE BBICOKOE YMEHUE O0BACHATh BBICOKAst
OCHOBHBIX IIPOLIECCOB CYILIHOCTb, SIBJICHUH, JIOTUYHOCTH U
n3y4aeMoi IpeaMeTHON IPOLIECCOB, COOBITHIH, [0CJIEI0BATEIbHO
o0yacTu, OTBET OTJINYAETCA JIeJ1aTh BBIBOJIBI U CTb OTBETA
[IIyOMHOM M MOJHOTOU 000011IeHH, 1aBaTh
PAaCKpBITUS TEMBI; BIaJICHUEM apryMEHTUPOBAHHBIE
TE€PMUHOJIOTHUECKUM OTBETHI, IPUBOJIUTH
anmnaparoMm; JJOTHYHOCTBIO U IIPUMEpBI
10CJIE/I0BATEIbHOCTHIO OTBETA
XOpOLLIO IIPOYHbIE 3HAHUSI OCHOBHBIX yMEHHE OOBACHATH JIOTUYHOCTH U
IPOILIECCOB U3ydaeMOn CYILIHOCTb, SIBJICHUH, 10CJIEI0BATEIBHO
MPEeIMETHOM 00JIacTH, MPOIIECCOB, COOBITUH, CTBh OTBETA
OTJIMYaeTcs IiyOuHON U JieNIaTh BBIBOJIBI U
IIOJIHOTOM PAaCKPBITUS TEMBI; 0000111eHus, 1aBaTh
BJI4/ICHUE TEPMUHOJIOTHYECKUM apryMEHTHUPOBAHHBIE
anmnapaTom; cBOOOIHOE OTBETHI, IPUBOIUTH
BJIaJICHNE MOHOJIOTMYECKON IIPUMEPBI; OAHAKO
peublo, OHAKO JIOMYCKaeTCsl JIOTTYCKaeTCs OJIHA - JIBE
0JIHA - IB€ HETOYHOCTHU B OTBETE HETOYHOCTHU B OTBETE
YAOBJETBOP | YJIOBJIETBOPUTEIbHBIE 3HAHUS YAOBJIETBOPUTEIILHOE YAOBJIETBOPUTEID
UTEJBHO IIPOLIECCOB U3y4aeMOu YMEHHE aBaTh Hasl JIOTHYHOCTb U
MpeIMETHOM 00J1aCTH, OTBET, apryMEeHTHUPOBAHHBIE MOCJIE10BATENbHO
OTJIMYAIOIINNCSA HEAOCTATOYHOU OTBETHI U IPUBOANUTH CTb OTBETA
[JIyOMHOM U MOJHOTOU [IPUMEDBI;
PacKpbITUS TEMbI; 3HAHUEM YAOBJIETBOPUTEIBHO
OCHOBHBIX BOIIPOCOB TEOPHUHU. c(OpMUPOBAHHBIE HABBIKU
JlormyckaeTcsi HECKOJIbKO aHaJIn3a sBJICHUH,
OIIMOOK B COAIEpKAHUH OTBETA MIPOLIECCOB.
JlonyckaeTrcsi HECKOJIBKO
OIIMOOK B COACpKAHUU
OTBETA
HEYJIOBJIETBO cinaboe 3HaHHE U3yyaeMon HEyMEHUE JaBaTh OTCYTCTBHE
PUTEIBHO npeaMeTHON 00acTH, apryMEHTHUPOBAHHBIE JIOTUYHOCTH U
Hersry0oKoe pacKphITHE TEMBL; OTBETHI MIOCJIEZIOBATEIBHO
ciaboe 3HaHHE OCHOBHBIX CTH OTBETa
BOIIPOCOB TEOPHUH, clladble
HaBBIKM aHAJIN3a SIBICHU,
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npoueccos. Jlomyckatores

CEphE3HBIE OMNOKH B
COJICpKAHUU OTBETA

KPUTEPUU OLIEHVUBAHUS PEILIEHUS
CUTYAIIMOHHOM 3AJAUU

Jdeckpunrtopsbl
OTMeTKAa HOHIMAHMe aHaJIN3 HABBLIKH npodeccuoHaIbHOE
CUTyanHuu pelieHust MBIIILJICHHE
npoodJieMbl
CHUTYAIlUH
OTJINYHO TOJTHOE BBICOKas BBICOKAs BBICOKHH YPOBEHB
IMOHUMAaHUE CIIOCOOHOCTH CIIOCOOHOCTH podecCuoHaIBHOTO
npobiemMsl. Bee aHAITU3UPOBATh BBIOPATh METOT MBIIIEHUS
TpeOoBaHUs, CUTYyaLHIo, pelIeHus
HpeI[BHBHSIeMBIC K JeJIaTh BBIBObBI HpO6JIeMI)I
3aJaHUIO, YBEpEHHBIC
BBITIOJIHEHEI HaBBIKH PEIICHUS
CHUTYallUH
XOPOILIO MOJTHOE CIOCOOHOCTH CIOCOOHOCTD JOCTaTOYHBINA YPOBCHB
[TOHAMAaHHe aHAITU3UPOBATh BBIOpATh METOT mpodeCCHOHATBEHOTO
npobsemMsl. Bee CHUTYaIIHUIO, pelieHus MbIteHus. Jlomyckaercs
Tpe6OBaHI/Iﬂ, JeJIaTh BBIBObBI HpO6JIeMI)I OJHa-ABC HECTOYHOCTHU B
MPEIbSIBISICMbIC K YBEpEHHBIC OTBETE
3aJaHUIO, HaBBIKH PEIICHUS
BBIITOJIHCHBI CI/ITyaHI/H/I
YIOBJIETBOPHUTEI YaCTUYHOE Vaosnersopuren | Y IOBIECTBOPUTEH JIOCTaTOYHBIN YPOBEHD
BHO [MOHUMAaHue bHast HBIE HAaBBIKU po¢heCCHOHANTBEHOTO
MIPOOJIEMBI. CIIOCOOHOCTH pelieHus MbIlieHus. Jlonmyckaercs
BonbmmHCTBO AHAJIU3UPOBATH CUTyalUH OoJiee IByX HETOYHOCTEH B
TpeOOBaHUIA, CHUTYAIIHIO, OTBETE
NPEIBSBISIEMBIX K | JICNATh BBIBOIbI
3aJIaHHIO,
BBIITOJIHCHBI
HEY/IOBJICTBOPHUT HEIOHUMAaHHE Huskas Henocrarounsie OtcyTcTBYyET
€JIHO MPOOIEMBI. CIIOCOOHOCTH HaBBIKH PEIICHUS
MHorue AHAJIU3UPOBATH CUTyalUH
TpeboBaHus, CHUTYAIIUIO
MPEIbIBISCMBIC K
3aJIaHHIO, HE
BbIOJHEHBI. Het
otBeTa. He ObL10
IIOIIBITKHU peIHI/ITB
3a1aqy

IIpoueHT NpaBUJIbLHBIX 0TBETOB

KPUTEPUU OHEHUBAHUSA OTBETA
HA TECTOBBIE BOITPOCHI

91-100

OTMeTKa

OTJINYHO
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81-90 XOpOIIIO

71-80 YAOBJIETBOPUTEIHHO

Menee 71 HEYJIOBJIETBOPUTEIIHHO

2.5. OueHoO4YHbIC MATEPHAJIBI.

OneHouHble MaTEpUabl IPEACTABICHBI B BUIE BOIIPOCOB, TECTOB M CUTYallMOHHBIX 3aJa4 Ha
3JIEKTPOHHOM HOCUTEIIE, SABJISIIOLIUMCS HEOTheMIIEMO 4acThI0 [IporpaMMel.

3. OPTAHUBAIIMOHHO-IIEJATOI'MYECKUE YCJIOBUA PEAJIM3ALIUA
NPOI'PAMMBI

3.1. MarepuajJbHO-TEXHUYECKHUE YCJIOBHS.

3.1.1. IlepeueHp moOMeElIEHUM YHHUBEPCUTETA W/WIM MEIUIIMHCKONW OpraHu3alluy,
MPEAOCTABICHHBIX  CTPYKTYpPHOMY  TOJpa3JieNIeHUuI0 Il 00pa3oBaTesbHON
NEATEIbHOCTHU:

NoNe HanmenoBanue BY3A, yupe:xnenus ITax, KaduHeT
31PaBOOXPAaHEHUs, KIMHUYECKO 0a3bl WJian ap.),
ajapec

1 I'4Y PO «OKAL» Ilomewernue Kageopwi
IlepconanuzuposanHotl u
MPAHCTIAYUOHHOL  MEOUYUHDL;
nabopamopus KJIUHUKO-
2eMaAmMoI02UYeCKUX
uccne008anuil

2 OI'BOY BO PoctI'MY Munzapasa Poccun Sdo.rostdmu.ru

3.1.2. Ilepedens ucnonb3yeMoro ais peanusanuu [ IporpaMMbl METUIIMHCKOTO
000pyI0BaHUS U TEXHUKHU:

NoeNe HaumeHoBaHMe MEAMIIMHCKOr0 000PY/I0BAHUS, TEXHUKH, ANNAPATYPbI,
TEeXHHUYECKHX CPeICTB 00y4YeHus H T.[.

1. AIK ¢ sbixooom 6 unmepnem, OC WinXPu eviue
2. Amnaugpuxamop muna JT-96 unu CFX-96
3. Jlabopamopnas ungopmayuonnas cucmema
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Meouyunckasn ungopmayuonnas cucmema

3.2. YueOHO-MeTOANYeCKOe U HHPOPMAIIMOHHOE o0ecredeHue.

3.2.1. JIuteparypa

NeNe

ABTOp, Ha3BaHMe, MECTO U3IAHNS, U31ATEJbCTBO, IO/ U31aHUS Y4eOHOH 1 y4eOHo-
MeTOAUYeCKOi JIUTEPaTyphbl, KOJ CTP..

OcHoBHas auTEeparypa

Hacnencreennbie Oosiesnu. HarmumonanwHoe pykoBojactBo. Ilox pen. E.K.
['untepa, B.IL. [ly3bipeBa - M. : [DOTAP-Menua, 2017. - 464 c. YueObHuk

MenuuuHCKasi TEHETHKa : HallMOHAJIbHOE pyKoBojacTBO / moxa pea. E. K.
I'murepa, B. II. IlyseipeBa, C. U. Kynesa. - Mocksa : [ DOTAP-Menua,
2022. - 896 c.

JlonoyiHUTENIBHAS TUTEpaTypa

Kmuandeckas renetuka : yueonuk / H.I1.boukos, B.I1.ITy3sipes,
C.A.Cvupnuxuna : ox pea. H.I1.boukosa. — 4-¢ u3 ., gomn. u nepepad. — M.
: TOOTAP-Meanua, 2018. —592 c. : un.

['eHeTnka yenoBeka ¢ OCHOBAMU MEIUITMHCKOW FEHETUKHU : YYEOHHUK /
2. .Py6an. — M. : ®enukc, 2017. — 320 c. : un.

Cembsnuxuda A.B., IlocnexoBa H.M., ®ununnosa M.I'., 'onoBuna J[.A.,
PacynmoB  A.O., JlioGuenko JI.LH. KnuHuko-aHaMHecTHYECKUE U
MOJIEKYJIIPHO-TEHETHYeCKue Kputepuu cunapoma Jlunya // VYcnexu
MoseKyJsspHor oHkonorun. 2019.CraTes

3.2.2. UudopmaimoHHO-KOMMYHHUKAITMOHHBIE PECYPCHI.

9NEKTOPOHHbIE OocTyn
OBPA3OBATE/IbHbIE PECYPCbI K pecypcy
DJIeKTPOHHAS oudamorexkaPoctI'MY. - Joctyn
URL:http://109.195.230.156:9080/0pacqg/ HeorpaHuueH
KoncyabTant CTyJAEHTAa [KoMIIeKThI: «Menununa.
3npaBooxpanenue. BO», «Memuumna. 3napaBooxpanenne CIIO», JlocTyn
«[Icuxomornyeckue HayKW», K OTICIBHBIM H3JIaHUSM KOMILUIEKTOB:
HeorpaHuyeH
((FYMaHI/ITapHI)Ie U COOUAJIBHBIC HAYKWN», «EctecTBEeHHBIE U TOYHEIE
Haykn» Bxomsanmx B «9BC «KoHcynbTaHT cTyseHTay|: DiieKTpoHHasl
oubmmoteynas cuctema. — MockBa : OOO «KoHCYyJIbTaHT CTyAEHTa.
- URL:  https://www.studentlibrary.ru+  BO3MOXHOCTH ISl
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http://109.195.230.156:9080/opacg/
https://www.studentlibrary.ru/

MHKJTIO3UBHOT'O 00pa30BaHUS

KoncyabTanr Bpaua. DJIeKTPOHHAS MeIUIMHCKAS
OubmoTexa: DieKTpoHHas 6ubaroredHas cucrema. — Mocksa : OO0 Joctyn
«BpIcmIas 1mIKoJIa OpraHM3allMd U YHPaBICHUS 3PaBOOXPAHEHUEM.-

o . HeorpaHu4yeH
KomnnekcHsriit MEIULIMHCKU I KOHCQJITUHI». - URL:
http://www.rosmedlib.ru+  BO3MOXHOCTM I  WHKIFO3UBHOTO
00pa3zoBaHus
Hayunas »aexktponnas Oubiamoreka eLIBRARY. - URL: OTKpbITbIV
http://elibrary.ru AocTyn

HanunonanbHas JjiekTpoHHasi oudamoreka. - URL: http://H36.pd/

BupTyanbHbIi
YMTaNbHbIN 3an
npu 6ubanoTeke

B/ u3nateancrBa SpringerNature. - URL: https:/link.springer.com/

no IP-agpecam PoctI' MY u ynan€HHo mociie peructpauuu, yJIaaéHHO
uyepe3 KMAC PODU https://kias.rfbr.ru/reg/index.php(Haynpoexm)

beccpoyHan
NOAMNUCKa,
[O0CTyN He orpaHn4yeH

WileyJournalBackfiles:5/[[10/IHOTEKCTOBAAKONNEKLUNAINEKTPOHHbIXK
Wiley. - URL
:https://onlinelibrary.wiley.com/ no IP-aapecam PoctTMY 1 yaanéHHo

ypHanosJohnWiley&Sonsins] apxus/

nocne perucrpaumm (Haynpoexkm).

beccpoyHasn
NoAMnucka,
[OCTYN He orpaHn4eH

WileyJournalsDatabase
:b/1[MoNHOTEKCTOBAAKONNEKLUMNAINEKTPOHHbIXKYpHanosMedicalScien
Wiley. - URL
:https://onlinelibrary.wiley.com/ no IP-aapecam PoctTTMY 1 yaanéHHo

cesJournalBackfile] apxus/

nocne perncrtpauuu (Haynpoekm)

beccpoyHasn
NoAMnuckKa,
OO0CTYN He orpaHuYeH

Poccuiickoe  oOpasoBanme:dpenepanbubli  mopran. - URL: OTKpbITbIN
http://www.edu.ru/. — HoBast o6pa3oBarenbHas cpena. poctyn
DenepabHbIi HEHTP 3J1eKTPOHHBIX o0pa3oBaTeIbHBIX OTKPbITbIN
pecypeoB. -  URL:  http://srtv.fcior.edu.ru/(mouckoBas  cucrema poctyn
SAnnexc)

DJIEeKTPOHHAA OoubmoTexa Poccuiickoro (ponna OTKpbITbIN
(yHIaMeHTAIbLHBIX M CCJIEI0BAHMIA (PODN). - URL: poctyn
http://www.rfor.ru/rffi/ru/library

®denepanbHas 3JIeKTPOHHAS MeANLIHHCKas oud.moTexa OTKpbITbIN
Mun3apasa Poccun. - URL: https://femb.ru/femb/ poctyn
(mouckoBasicucremasIHaeKkc)

HHMBb UMeEHH CeueHoBa. - URL: OrpaHuYeHHbI

https://rucml.ru(monckosasicucremasIanexc)

Aoctyn

Wiley:odwun.caiit; pasgen «OpenAccess» / JohnWiley&Sons. — URL:
https://authorservices.wiley.com/open-research/open-access/browse-
journals.html (mouckoBascucremasInnexc)

KOHTEHT OTKpbITOro
Aoctyna

CochraneLibrary.odum.caiit  ;pasmen  «OpenAccessy. - URL:

KOHTEHT OTKpbITOro
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https://cochranelibrary.com/about/open-access

AocTyna

KoxpeiitnPoccusi:poccuiickoe OTJEeIeHuEe KokpaHoBCKkoro | KOHTEHT OTKpbITOro
corpynundectsa / PMAHIIO. — URL:https://russia.cochrane.org/ focTyna
Beomenungo.py : MeJ. caliT [OTKPBITHII HHPOPM.-00pa30BaTEIIbHBII OTKpbITbIN
MEIUIUHCKHUH pecype]. — Mockaa. - URL: https://webmedinfo.ru/ poctyn
UnivadisfromMedscape: MeXayHapoga,. meg.rnopran. .
URL:https://www.univadis.com/[PerynspHo obHoBNsieman 6asa OTKpbITbIN
YHUKanbHbIX MHGOpPM. M o0bpasoBaT. mea. pecypcos]. becnnatHas Aoctyn
pervcTpaums
Med-Edu.ru: meanumHckninobpasosatenbHbiisugeonoptan. - URL: OTKpbITbIN
http://www.med-edu.ru/. becnnatHaa perucrpaums. [octyn
Mup Bpauya :npodeccMoHanbHbli nopTan [MHGOPMALMOHHbBIN pecypd
NN Bpaye " CTYAEeHTOB].A OTKpbITbIN
URL: https://mirvracha.ru(nonckoBaacuctemadHgexc). becnnaTHan poctyn
pervcTpaums
DoctorSPB.ru :MHpoOpM.-cnpaBs. nopTan o MeguuunHe [ana cTyaeHToB U OTKpbITbIN
Bpayen]. - URL: http://doctorspb.ru/ Aoctyn
MEJIBECTHUK:opran poccuiickoro Bpauya [0uOnmoreka, 0a3a OTKpbITbIN
3nanmii]. - URL: https://medvestnik.ru poctyn
PubMed : snekrponHas mouckoBas cHUcTeMa [0 OHOMEAMIIMHCKUM OTKpbITbIN
WCCIICIOBAHUSIM |. - URL: AoCTYN
https://pubmed.ncbi.nlm.nih.gov/(nouckosascucremasIaaekc)
OTKpbITbIN

CyberleninkaOpenScienceHub:omkpbimass ~ HayyHass  3/E€KMPOHHAS

. Aoctyn
6ubauomeka nybaukayulli HA ~ UHOCMPAHHLIX  A3blkax. - URL:
https://cyberleninka.org/
Hayunoe mnacienue Poccum : 3nexrponnas Gubinuoreka / MCII OTKpbITbIN
PAH.- URL:http://www.e-heritage.ru/ AocTyn
KOOB.ru :snexTpoHHas OuOIMOTEKAa KHUT IO MEIUIMHCKOM OTKpbITbIN
ncuxonoruu. - URL:http://www.koob.ru/medical_psychology/ poctyn
IIpesnnenTckas 6MOJIMOTEKA: CAMT. - OTKpbITbIN
URL:https://www.prlib.ru/collections poctyn

SAGE Openaccess :pecypcsiotkpbiTorogoctymna / Sage Publications.
— URL:https://uk.sagepub.com/en-gb/eur/open-access-at-sage

KOHTeHT OTKpbITOro

Aocrtyna

EBSCO&OpenAccess :pecypchl OTKPBITOTO JOCTYTIA. URL:

https://www.ebsco.com/open-access(monckopasgcrucremasaaexc)

KOHTeHT OTKpbITOro

Aoctyna

Lvrach.ru : mea. Hayy.-NpakTMy. noptan [NpodeccrnoHanbHbIl pecypc
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ONA Bpayen nm men. coobuwectsa, Ha 6ase Hay4y.-MPaKTUY. KypHana
«Jleyawmm Bpau»]. - URL:

https://www.lvrach.ru/(novuckosaacucremafdHaekc)

OTKpbITbIN
aoctyn

ScienceDirect :odum. caiir; pasgen «Open Access» / Elsevier. -
URL:https://www.elsevier.com/open-access/open-access-journals

KOHTeHT OTKPbITOro
Aoctyna

Taylor & Francis. Dove Medical Press. Openaccessjournals
Ky pHAJIBI OTKPBITOT'O JocTy1a. -URL:
https://www.tandfonline.com/openaccess/dove

KOHTEHT OTKpbITOro
AocTyna

Taylor & Francis. Open access books :KHHTHOTKpPBITOro0CTyMa. —
URL:https://www.routledge.com/our-products/open-access-
books/taylor-francis-oa-books

KOHTEHT OTKpbITOro
AocTyna

Thieme.  Openaccessjournals
ThiemeMedicalPublishingGroup .
https://open.thieme.com/home(iouckoBasicucremasIHiekc)

KYpHAJIBIOTKpBITOrogOCTYHa  /
—-URL:

KOHTEHT OTKpbITOro
aoctyna

KargerOpenAccess:xypHaisl oTkpbiToro gocrymna / S. Karger AG. —
URL:https://web.archive.org/web/20180519142632/https://www.karge
r.com/OpenAccess(nonckoBas cucrteMa SIaaekc)

KOHTEHT OTKpbITOro
aoctyna

Apxus HAYYHBIX skypHanos/HIT HOUKOH. - | KOHTeHT OTKpbITOro
URL:https://arch.neicon.ru/xmlui/(morckoBast cucrema Sumekc) focTyna
Pycckmii Bpa4 : cailT[HOBOCTH /11 Bpaueil ¥ apXuB Me.)KypHAIOB] / OTKpbITbIN

NJI «Pycckuit Bpau». - URL:https://rusvrach.ru/ AoCTyn

DirectoryofOpenAccessJournals:[monHoTtekcToBbie  kypHambl 121
CTpaH MHpa, B T.4. IO MeauiuHe, Owonoruu, xumuu]. - URL:
http://www.doaj.org/

KOHTEHT OTKPbITOro
AocTyna

Free Medical Journals. - URL:http://freemedicaljournals.com

KOHTEHT OTKpbITOro
goctyna

FreeMedical Books. - URL:http://www.freebooks4doctors.com

KOHTEHT OTKpbITOro
goctyna

International Scientific Publications. — URL:http://www.scientific-
publications.net/ru/

KoHTeHT OTKpPbITOro

AocTyna
OTKpbITbIV
The Lancet : oduu. caiit. — URL:https://www.thelancet.com foctyn
Oko-BekTop: mopranm HayuyHbIX OKypHanmoB / IT-miardopma OTKpbITbIN
poccuiickoit 'K «39KO-Bekrop». - URL: http://journals.eco- poctyn
vector.com/
Menanaiin.Py: Mmeauko-ouonornueckuii ”HGOPMAIIMOHHBINA TTOPTa OTKpbITbIN
JUISL CIIELIMAJIMCTOB | CETEBOE IEKTPOHHOECHayuHoe u3aanue. - URL: poctyn

http://www.medline.ru

MeauuuHCKHA
PoctIMYVY. -
cucreMa Suaekc)

Bectnuxk KOra Poccum  anekTpon.xypHan/
URL: http://www.medicalherald.ru/jour(mmonckosas

KOHTEHT OTKpbITOro
goctyna
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AocTyna
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PyOpukarop knuHMYeckux pexkoMeHpauumidi MunsnpaBa Poccum. -
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Katanor—OTKpBITbIE PECYpPChl HMHTEpPHET—aliee IO KIIOYEBOMY
CJIOBY...

3.2.3. AsromaruzupoBanHas cuctema (AC AI10).

OOyuaronuecs, B T€YEHUE BCEro Imepuoja oOydeHus, 00eCIeunBalOTCS JTOCTYIIOM K
aBTOMATHU3UPOBAHHOW CHUCTEME JOMOJIHHUTEIHLHOTO MPO(ecCHOHAIBHOTO 00pa30BaHUsA
(AC AI10) sdo.rostgmu.ru.

OCHOBHBIMU JAMCTAaHLIMOHHBIMU 00pa30BaTENIbHBIMU TeXHOJIOTUAMU [Iporpammsl
ABJIIIOTCS. MHTEPHET-TEXHOJIOTUU C METOJUKON CHHXPOHHOIO W/WIM aCHUHXPOHHOTO
JUCTAaHUMOHHOTO 0OydeHus. MeToauka CHUHXPOHHOIO AMCTaHLMOHHOIO OOydeHUus
OpeaycMaTpuBaeT on-line oOlIeHue, KOTOpOe peanu3yeTcsl B BUJe BeOMHapa, OHJIAiH-
yaTa, BHUpPTyaJbHbId Kiacc. ACHHXpPOHHOE OOy4YeHHE MpEACTaBIAeT CcOoOOU
offlinenpocMoTp 3amuceil ayauoJIeKIUil, MyJIbTUMEANIHOTO U NMEYaTHOTO Marepuana.
Kaxnapiii ciymarens mMoiy4aeT AOCTYN K Y4YeOHBIM MarepualiaM TopTajlia u K
AIEKTPOHHOM MH(POPMAIIMOHHO-00pa30BaTEIbHOU Cpe/Ie.

AC JIT1IO obGecnieunBaer:

- BO3MOKHOCTh BX0J1a 00ydJaromierocs u3 1o00i TOYKH, B KOTOPOH UMEETCS JOCTYIT K
HH(POPMAITMOHHO-TEIICKOMMYHHUKAIIMOHHON ceTu «ITHTepHeT»;

- OJTHOBPEMEHHBIN JIOCTYI HEe MEeHee 25 mporeHToB obyuatommuxcs no [Iporpamme;

- JIOCTYIl K y4eOHOMY cojaepkaHuto IIporpaMMbpl U 3JIEKTPOHHBIM OOpa3OBaTEIbLHBIM
pecypcaM B COOTBETCTBUH C (hOpMOM 00ydeHHs (BOMPOCH KOHTPOJISI UCXOTHOTO YPOBHSI
3HaHUM, BOMPOCHI I CAMOKOHTPOJS IO KaXXJIOMy pasJelly, TECTOBBIC 3aJaHusl,
WHTEPHET-CCHIIIKH, HOPMAaTUBHBIC JTOKYMEHTHI);

- (pukcanuro xoaa 00pa3o0BaTEIBHOTO MPOIIECcca, PE3yIbTaTOB UTOTOBOM aTTECTAIIHN.

3.3 Kagposble ycjioBuS.

Peanuzauus [Tporpammsl obecrnieunBaeTcs HAYYHO-TIeJar OTHYECKUMU
paboTHUKaMu Kadeapbl TEPCOHATU3UPOBAHHONW M TPAHCIALIUOHHOW MEIMIIUHBI
(dakynpTeTa MOBBIIIEHUS KBaTU(pUKAUMU U TOpo(EecCHOHATBLHOM MNEepenoJroTOBKU
cnenuaiucToB Jlonsi Hay4HO-NEJarorn4eckux paOOTHUKOB, MMEIOIIUX O00pa3oBaHuUE,
COOTBETCTBYIOIIEE MNPOPUII0 NPENoJaBaeMON JUCHUIUIMHBL, MOAYJISA, HMEIOIIUX
cepTudUKaT crHenuagucTa JabopaTopHOM TEHETUKHM B OOIIEM YKClIe Hay4dHOo-
MeJarori4ecKux paboOTHUKOB, peanusytomux [Iporpammy, cocrasmsiet 70 %.

Jlonst Hay4HO-TIeIarorH4eCKMX pabOTHHUKOB, UMEIOIINX YUYEHYIO CTENeHb WU/MIU
y4€HOE 3BaHHE, B OOILEM YHUCIIe Hay4YHO-TIearoru4eckux pabOTHUKOB, peaau3yroIInux
[Iporpammy, coctasisieT 66 %.

Jlonst paOOTHMKOB M3 YMCIAa PYKOBOAWUTENEH MU pPabOTHUKOB OpraHMU3allMH,
JesITeIbHOCTh KOTOPBIX CBsi3aHAa C HANpPaBIEHHOCTHIO peanuzyeMoit [IporpamMmbl
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(uMerommx cTaxk paboThl B JaHHON mpodeccuoHanbHOM 00JacTH HE MeHee 3 JieT), B
oOmieM grciie paboTHUKOB, peanu3ytonux [Iporpammy, cocrasisiet 33 %.

IIpodeccopcko-npenoaaBaTebCKUA COCTAB MIPOTrPAMMBbI

MecTo padoThI

Ne Yuenas
damuiusi, MMsl, 0TYECTBO, CTelNeHb, Jlo/xkHOCTH (ocHOBHOE/
n/n yueHoe 3BaHue
COBMeIlleHNE)
1 Bypues mutpuii JAM.H 3aB.xadenpoit CoBmelnieHne
Bnanumuposuy NEPCOHATU3UPOBAHHOM
Y TPAHCIALMOHHON
MEIUIUHBI
2 [TumenoBa Buktopus - AccucteHT  Kadeapsl CoBwMmerieHue
BanepreBHa HIePCOHATM3UPOBAHHOM
u TPaHCISIIUOHHON
MEIUIIMHBI
3 [epesesenueB Omner K.m.H Jonent kadeapsr Cosmenienue
AnexcaHaApoBUY MEePCOHANTU3UPOBAHHOM
U TPaHCISIIIMOHHOM
MEIUIHBI
4 | Jlanunosa lapss MropeBHa K.M.H. AccHcTeHT Kadepbl OcHoBHOE

HepCOHaHH3HpOBaHHOﬁ
u TpaHCHSIL[I/IOHHOI‘;I
MECIUIIUHBI
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IIpunoxenne Nel

®OH/I OHEHOYHbBIX CPEJICTB
1. Opopmienue TecToB (pOHIA TECTOBBIX 3aJAHUIA.

K JIOTIOJTHUTEIHHOU PO(ECCHOHATFHON MTPOrpaMMe
MOBBINICHNS KBaTU(pUKAIIMU Bpaden «J[abopatopHas TEHETHKA» CO CPOKOM OCBOEHUS 576
aKaJeMHUYECKHUX YacOB 10 CHEUUATBHOCTSIM
“JlabopaTopHasi reHeTHKa”

MoayJns 1
1 Kadbespa [MepcoHanu3upo8aHHOU U MPAHCAAYUOHHOU
MeOUYUHbI
2 dakynbTET MoBblWweHUA KBannPurKaumm n npodpeccnoHaibHOM
nepenoAroToBKM CNeLnanmcToB
3 PoctoB-Ha-LloHy, yAn. NywkuHcKkaa, 127, TAY PO
A 6
npec (6asa) OKAL
4 3aB.kadegpom Bypues /.B.
5 OTBETCTBEHHbIN NepeseseHues O.A.
COCTaBUTEND
6 E-mail PZPO@mail.ru
7 Mob6. TenedoH 89889974035
8 KabuHet No Ne1104,1106
9 YuebHan NabopaTopHana reHeTMKa
AVNCUMNINHA
10 YuebHbit npeameT |/TabopaTopHas reHeTUKa
11 YuyebHbIl roa, 2024
COCTaBNEHUA
NabopaTopHana reHeTMKa
12 CneunanbHOCTb
13 dopma obyyeHua |OyHas
14 Moayb I'eneTuka
15 Tema 1.1-1.4
16 Nogtema -
17 Konnyectso 15
BOMPOCOB
18 Tun Bonpoca Single
19 NCTOYHUK i




CnUCOK TecToBbIX 3a4aHUM1

HacnepcrtBeHHble 3aboneBaHUA NOABUAUCH B
Yye/sioBEeYECKOM nonynaumm

Co BpemeHn GopMUPOBaHUA YeNoBEKa Kak b
MONIOrMYECcKoro Bnaa

B CBAI3U C YMEHbLUEHMEM rpy3a NHPEKLMNOHH
OM NaToN0rmnmn

B CBA3M C Y/IYUYLIEHNEM YCNOBUIA XKU3HU U 34
aBOOXpPaHeHUA

CO BpemeHUu nepeoTKpbITUA 3aKoHOB . MeHf,
ena

MepBan cneumdpuyeckan XpOMOCOMHas
naTosiorna 6bi1a onMcaHa Npy CUHAPOME

[ayHa

"Kolwaybero Kpuka"

KnanHdenbTepa

LLlepewesckoro-TepHepa

leHbl rpynn KpoBu Yenosek cmctembl ABO
Npu HacneaoBaHWM B3aMMOAENCTBYIOT NO
npUHUMNY

9MnCTasa
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KOAOMUHAHTHOCTHU

noanmepuu

CBEPXOAOMNHAHTHOCTHU

Mpwn 60ne3HM BUibcoHa HapyLLeH 0bMeH:

meam

xonecrepuHa

KanauA

6unmpybuHa

Kakomy KonnyecTtsy HyKneoTnaos
nocneposatenbHoctn [HK cooTtsetcTByeT 1
aMUHOKMCI0Ta B KOANPYEMOM Yy4aCTKOM
AHK aMUHOKKCNOTHOM
nocneaoBaTeNbHOCTU:

3

4

Kakue meTtoabl MCNONb3YHOTCA B
MONEKYIAPHO-TeHeTUYEeCKON AMArHOCTUKE
HOBbIX MyTaLWN.
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SSCP

FeTepOﬂ,ynﬂeKCHblﬁ dHanuns3

BepHbl NnepBble ABa BapMaHTa

MNP B peanbHOM BpemeHU

"Ounagenbpuminckana xpomocoma" moxet
6bITb 0OHapyrKeHa B KN1eTkax 60/1bHOro nNpu:

6one3Hn JayHa

CMHApoMme "Kowaybero Kpuka"

XPOHMYECKOM MNENONENKo3e

cnHgpome bnaoma

YactoTa cuHgpoma LllepelseBckoro-TepHepa
cpeaun HOBOPOXKAEHHbIX AeBOYeK COCTaBAeT

1:1000

1:3000

1:5000

1:15000

Kakue u3 nepevyncneHHbIX HUXKe nap
OCHOBaHWM ABNAIOTCA KOMMNnemeHTapHbIMU:
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A-T

G-C

A-Tn G-C

A-G

10

Kakon n3 peareHTOB He UCMO/b3yeTCA NpU
MNUP gmnarnoctnke A HK copeprkawmx
BUPYCOB:

AHK-nonnmepasa

cneunduryeckme npanmepsbl

obpaTHas TpaHcKpunTasa (pesepTasa)

NuP 6ydep

11

Mpu Kakon TemnepaType ob6bIMHO MpoxoauT
3N0Hrauua uenesoro pparmenta AHK AHK-
nonnmepason npu nposeaeHumn MNLP:

72°C

94°C

57°C

40°C

12

Mpun nposeaeHmnn NUP aHanusa B peasibHOM
BPEMEHMW Ha Hannymne B buomatepmane
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MHPEKLMOHHOrO areHTa 06sa3aTeNbHO
MCNONb3YyHOTCA:

NOJIOXKMUTE/IbHbIN KOHTPOJ1b

OTpu1LaTeNbHbIN KOHTPO/Ib

BHYTPEHHWUI KOHTPO/Ib.

BCe BapWnaHTbl BEPHbIE

13

CKO/IbKO BCEro B reHOM 4YesloBeKa
COOEPKUTCA FTEHOB, KOAMPYIOLWMX BENKN.

100 000-200 000

5 000-7 000

500 000-700 000

20 000-40 000

14

OcHOBHas Aorma moneKkynapHon buonormu
CXeMaTUYHO MOKeT bbITb NpeacTaB/eHa B
BMAE CeayloLei nocnenoBaTeIbHOCTU:

PHK-OHK-6enok

JOHK-PHK-6enok

6enok-PHK-AHK

LIHK-6en0K-PHK.

15

Pa3prB XPOMOCOMbI B ABYX MeCTax 1
nocnepywouiee coeanHeHue cbparN\eHTa, C
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nosopotom 180 rpaaycos:

aeneumns
* MHBEpCUA
AynanKauma
TpPaHC/0Kaums
Mopgynb 2
1 Kacbeapa [epcoHanuU3upoOBAHHOU U MPAHCAAYUOHHOU
MeOUUUHbI
2 dakynbTeT MoBbiWeHnA KBaanPpukaumm n npodpeccmMoHasibHoM
nepenoAroToBKM CNeLnanmcToB
3 PoctoB-Ha-[loHy, yAn. NywkuHcKkaa, 127, TAY PO
A
Apec (6a3a) oKLl
4 3aB.kadeqpomn bypues /.B.
5 OTBETCTBEHHbIN NepeseseHues O.A.
COCTaBMUTEND
6 E-mail PZPO@mail.ru
7 Mob6. TenedoH 89889974035
8 KabuHet No Ne1104,1106
9 YuebHan NabopaTopHana reHeTMKa
AVNCUMNINHA
10 YuebHbin npeameT |/TabopaTopHas reHeTUKa
11 YuyebHbIl roa, 2024
COCTaBNEHUA
NabopaTopHana reHeTMKa
12 CneunanbHOCTb
13 ®dopma 0byyeHuna [OyHasn
14 Moaynb buoxumus
15 Tema 2.1-2.3
16 Nogtema -
17 Konnyectso 15
BOMNPOCOB
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18 Tun Bonpoca Single
19 NCTOYHMK )
CnUCOK TecToBbIX 3a4aHUM1
1

K meToaam BblaeneHunA OHK n3
Huonormyeckoro matepmana OTHOCATCA:

beHON-XN10POPOPMHbIN METOA,

copbeHTHbIN meToz,

meToa, dukcauum JHK Ha MarHUTHbIX
YacTUUAX.

BCE BApWMaHTbl BEPHbIE

[na yckopeHua peakumu nonmmepusaumm
MAA rena gna anektpodopesa Ncnonb3yeTcs:

TEMED

cynbdat HaTpumA

H6MKapbOoHaT HaTpUA

docdat HaTpmA.

Hanbonee yaobHa ana nsayvyeHma XpoMmocom
CTaauA KNeToYHOro AeneHunsa:

meTadasa
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aHada3za

npodasa

Tenodasa

CekBeHunpoBaHue [IHK npeacraBnaeT cobom:

onpeaeneHune nNocnenoBaTe/ibHOCTH
HyKneotugos [AHK

onpeaeneHne NocAeaoBaTe/IbHOCTH
aMMHOKUCNOT B NPOAYKTE CTPYKTYPHOrO reHa

MeToA, 'copTMPOBKKU" XpoMocom

nccneposaHue B3anmopgenctemsa AHK c
b6enkamu

BCe OTBETbI BEPHbIE

nepCOHa}'II/BI/IpOBaHHaﬂ megnumnHa
BK/ItOYAET B cebA cneayrwoume pasaenbl

dbapmaKoreHeTuKa

nepcoHasibHaad reHoOMUKa

TapreTHaa tepanuna

BCe OTBETbI BEPHbIE

NHTep- M MHTpPanHAMBUAYaNbHASA
BapunabenbHOCTb GpepmMeHTOB
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6uoTpaHchopmaL MmN NeKapCTBEHHbIX
CpeAcTB onpeaensieT pasAnymna B
bapMaKOKMHETUKE U dapMaKogMHAMMKE,
npuBOAAT

K Ype3mepHoMy TepaneBTniyeckomy sppeKkty
— NPU HU3KOM UX aKTUBHOCTU (Y MeaNEeHHbIX
deHoTMnos)

K CHUXKeHHOMY 3G dEKTY — NP BbICOKOWM
aKTMBHOCTM (y BbICTPbIX PeHOTUNOB)

K NOSIBEHUIO TOKCUYHOCTM OT
MeTaboMyeckmnx NPoAyKToB, 0bpa3yrowmxcs
Ha Pa3NMYHbIX, OTIMYALOLWMXCA OT FNABHOrO,
nyTax metaboansma.

BCe OTBeTbl BEPHbIE

KaKoi npumepHbIi NPOLEHT COCTaBAAIOT
cpenm onyxonesbix 3a601eBaHNI
HacneaCcTBeHHbIE CUHAPOMbI

1

5

10

20

FeHeTUYeCKUM NOAUMOPPU3M B FeHe
anoaunonpoteunHa E (APOE), umeet
onpeaeneHHoe 3HavyeHne B 3PPeKTUBHOCTH
Tepanuu

6one3HM MapKMHCOHA
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BonesHun Anburerimepa

bone3Hu NeHTUHITOHA

BAC

BapuaHTHble nocnenoBaTeIbHOCTU C

npaAMmbimM BIMAHUEM HaA OTBET O6Hapy>I-(EHbI B

reHe

6eTa-2-agpeHopeuentopa

ANo

BepHbIl NepBble ABa OTBETA

anbda-2-agpeHopenentopa

10

C nsodopmamumumntoxpoma P450 cesizaH
meTabonmsm

dHTUTUCTAMUHHDbIX NPEeNnapaTos

MHIIMBUTOPOB PETPOBUPYCHOM NPOTEasbl

6eH30,CI,I/I83€I'II/IHOB

BCe OTBETblI BEPHbIE

11

l'eHbl, KOTOPbIe KOAMPYIOT LLUTOXPOMbI,
obbeaunHaoTCA

B 16 cemencTs

B 17 cemeiicTB
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B 10 cemeiicTB

B 2 cemeinctBa

12

Mo myTaumm reHa GepmeHTa,
MeTabon3npyoLLero onpeaeeHHoe
NNeKapCTBO U, COOTBETCTBEHHO, MO CKOPOCTH
MeTabo/1M3Ma UCMO/Ib3yEMbIX
JIeKapCTBEHHbIX NPenapaToB BblAeNAKTCA
cneaytouwme rpynnbl MHANBUAYYMOB

3KCTEHCMBHble meTabon M3aTopblI

"MepneHHble meTabonunsaTopbl”

"BbicTpble meTabonunsatopb!”

Bce oTBeTbl BepHble

13

JTtobasd rpynna meTannasmpoBaHHbIX KNEeTOK
reHeTU4Yecku npeacraBnaet cobomn

roMmoreHHyr nonynauuio

reteporeHHy nonynayuio

KNOHMPOBaHHYIO NONYAALMUIO

BCe OTBETblI BEPHbIE

14

Kakon npoueHT nHansmnayymos 6enom pachbl
ABnAeTca “meaneHHbIMMU
meTabonusatopamu”

8
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CoCTaBneHUA

6
%
7
10
1115
HopmanbHbIM annenem aTMnNnMYHOM
NCceBAOX0/IMHICTEPA3bl ABNAETCA
Es
Ef
%
Eu
Ex
Mopgynb 3
1 Kadbespa [MepcoHanu3upo8aHHOU U MPAHCAAYUOHHOU
MeOUUUHbI
2 dakynbTET MoBblweHUA KBannPrKaumm n npodpeccuoHaibHOM
nepenoAroToBKM CNeLUanmcToB
3 PoctoB-Ha-LloHy, yAn. lNywkuHcKkaa, 127, TAY PO
A 6
npec (6asa) oKALl
4 3aB.kadegpoi Bypues .B.
5 OTBETCTBEHHbIN MNepeseseHues O.A.
COCTaBUTEND
6 E-mail PZPO@mail.ru
7 Mob6. TenedoH 89889974035
8 KabuHeT No Ne1104,1106
Yueb
9 Hebras NabopaTopHana reHeTMKa
AVNCUMNINHA
10 YuyebHbIt npeameT |/labopaTopHana reHeTMKa
11 YuebHblil rog, 2024
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JTabopaTopHas reHeTUKa

12 CneumanbHOCTb
13 ®opma 0byyeHua [OyHas
14 Mogzynb I'eneTuka yenoBeka
15 Tema 3.1,3.2,3.3,3.4,3.5,3.6
16 Moatema -
17 Konnyectso 15
BOMPOCOB
18 Tun sonpoca Single
19 NCTOUYHUMK ]
CnK1COK TecToBbIX 3a4aHUN
1

HenocTaTouYHOCTb rNHOKO30-6-
docoataermaporeHasbl HacneayeTcs Kak

CLLENNEHHbIN C X-XPOMOCOMOW peLLeCCUBHbIN

NMPU3HAK

ayTOCOMHO-AOMMHaHTHbIVI NMPU3HaK

dYyTOCOMHO-peuLeCcCnBH bIn NMPU3HAK

MI/ITOXOH,CI,pMafIbeII‘/’I NMPU3HaK

Konnuyectso nsodpepmeHToB
aNKkoronbaernaporeHasbl

2

5
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AnbvpernanervaporeHasa (A14r)
npeacTaBisaeT coboi

NeHTaMepHbIN pepmeHT

rekcamepHbii bepmeHT

TeTpamMepHbI pepMeHT

TPUMEPHbIN GepMeHT

Monmmopdur3m KaKoro reHa UrpaeT posib B
Pa3BUTUN CEPAEYHON HeAO0CTaTOYHOCTH

ADRB2

ACE

FTO

CYP5

C HacneaCTBEHHOM NPeapacnoNoXeHHOCTbIO
K paKy MOJIOYHOM Xenesbl U/Unm ANYHMKOB
acCcoUMMPOBAHbI MyTaLlMW B FreHax

F2

MYH

BRCA1wu2

CHER
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KpoBHOEe poAacTBo npwu
MYbTUDAKTOPMANbHOM Hac/ne40BaHUN

CyLw,eCTBEHHO yBENNYNBAET I'IOBTOprIVI PUCK

HEMHOTO yBe/INYMBAET MOBTOPHbIN PUCK

He B/1nAeT Ha I'IOBTOprIl‘/JI PUCK

HEMHOTIO CHUXaeT I'IOBTOprIVI PUCK

Mpun mynbTudaKTOpPUabHbIX 3a60/1€BaHMAX
POAOCNOBHbIE MO XapaKTepy CEMENHOro
HaKoM/IEHMA MOTYT HaNOMMWHATb:

dYTOCOMHO-JOMWUHAHTHOE Hac/ieaoBaHUe

dyYyTOCOMHO-peueccnBHoe HacnegosaHue

peueccnBHoe HacnegosaHume, cuenaeHHoe C
nosiom

ntob0oi N3 NpocTbiX TUNOB Hac/e40BaHUA

B poccuincKon nonynsumm Hambonee yacto
BCTpEYaeTcs cneaytollan MmyTaumusa B reHe
BRCA1

5382insC
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185del

300G>T

2085del.

9
O4HMM M3 TUNOB HACNEeACTBEHHbIX OMYX0NeM
TONICTOM KULLIKM ABNAETCA
CuHgpom JlInH4ya
CuHgpom [ayHa
CuHppom HKnnbbepa
CuHgpom Jln-dpaymeHu
10
CreneHb accoumaumm reHeTUYeCKoro
BapMaHTa KaKoro-1mbo reHa c
MYNbTUPAKTOPMANbHbIM 3ab0neBaHNEM
XapaKTepum3yeTca BE/IMYNHOM:
P
q
Cl
OR
11

Kakune BO3MOXXHOCTM eCTb Y MeToaa
aetekumnMMmnkpPHK npun anarHoctuke
onyxonew
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PaHHAA gmMarHocTmKa

Onpep,eneHme rMCTOoTUNAa ONyXo/,un, Ctraanmn
pa3BnTnA, NOTEHUMANA K METACTA3NPOBAHUIO

lNoTeHuuanbHaa Tepanua

Bce oTBeTbl BepHble

12

MyTtaumnn B reHax BRCA1 n BRCA2 nosbiwatot
BEPOATHOCTb Pa3BUTUA

PaKa MOJIOYHOW Kene3bl

pakKa ANYHNKOB

paKa MOJIOYHOW Kenesbl U/ N ANYHNKOB

PaKa Tézla MaTKH

13

CekBeHupoBaHue IHK npeactasnaeT coboit

onpeaeneHune nocnenoBaTesibHOCTH
HyKkneotnaos AHK

onpeaeneHne Nocaea0BaTe/IbHOCTH
aMMHOKMUCNOT B NPOAYKTE CTPYKTYPHOrO reHa

MeToz, "cCopTUPOBKU" Xpomocom

nccnepgosaHue B3anmopgenctems AHK c
6enkamu

14

OcHOBHas gorma moneKkynapHon buonormu
CXeMaTUYHO MOKeT bbITb NpeacTaBieHa B
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BUAE cneayoLlleit Nocaea0BaTe/IbHOCTH

PHK-OHK-6enok

[IHK-PHK-6enok

benok-PHK-AHK

AHK-6enok-PHK

15

Kakomy KonnyecTtsy HyKneoTnaos
nocneposatenbHoctn [HK cooTtsetctByeT 1
aMWHOKMCNO0TA B KOANPYEMOM YHaCTKOM
AHK aMMHOKMCNOTHOM NOCAeA0BET/IbBHOCTH

2
1
3
4
Mopaynb 4
Kadbespa [MepcoHanu3upo8aHHOU U MPAHCAAYUOHHOU
P MeOUUUHbI
MosblweHnAa KBanupurkaumm n npodpeccuoHabHOM
dakynbTeT PuiaL pod

nepenoarotoBku cneyunaancrtos

Appec (6a3a)

PoctoB-Ha-LloHy, yAn. lNywkuHcKkaa, 127, TAY PO
OKAL

3aB.Kadegpon

bypues /[1.B.

OTBETCTBEHHbIN

MNepeseseHues O.A.

COCTaBUTENb
E-mail PZPO@mail.ru
Mob6. TenedoH 89889974035
KabuHeTt No Ne1104,1106
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YyebHas
9 NabopaTopHas reHeTMKa
AVNCUMNINHA
10 YuebHbin npeameT |/TabopaTopHas reHeTUKa
11 YuebHbIl rog, 2024
COCTaB/IEHUA
NabopaTopHana reHeTMKa
12 CneunanbHOCTb
13 dopma obyyeHua |OyHasn
KnMHUYecKas reHeTMKa, XxapaKTepucTmKa
14 Moaynb Xap P
HacneACTBEHHbIX 6bonesHel
15 Tema 4.1-4.3
16 Moatema -
17 Konnyectso 15
BOMPOCOB
18 Tun Bonpoca Single
19 NCTOYHMK
CnNUCOK TecToBbIX 3a4aHUM
1
[nA no4YTn BCcex onyxoaen xapaKTepHbl
cneaytowme YyepTbl
* noTeps YyBCTBUTENbHOCTU K CUTHANaM,
CAEPKMBAKOLWMM NpoLecc npoandepaumm,
obycnoBneHHas
MHAKTMBALMENCYNPECCOPHDIX
(aHTMMUTOTUYECKUX) BENKOB;
6bICTPbLIN pOCT
paHHee meTacTa3mMpoBaHUue
HEeYyBCTBUTENbHOCTb K XMMMOTEPaNum
1]2
Kakon us Huxe
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nepevymncaeHHbIenpoTUBOONYXONEBbIX
npenapaToB CO34aH NO TEXHOIOTMU MasnbIX
nutepdepupytowmx PHK

repuTMHNG

MRX34

KYPKYMWH

rapmumH

MepcoHanM3MpoBaHHasA Tepanus onyxonen
ZLONIXKHa ONMpaTbcA Ha

CTOXaCTUYECKYHO MOA€E/1b CTPOEHUNA OMYXON

MepapxXxnyeckyro moaesib CTpoeHMA onyxoau

TKaHEBYI0 MOAE/b CTPOEHMA ONYyX0/N

BCe OTBETbI BEPHbIE

KnroueBbIM CUrHaNbHbIM nytTem OHKOreHesa
ABNIAETCA NYyTb

RAAS

mTOR

p60

p80

narHocTnyeckme reHeTn4ecKme MapKepbl B
OHKOreHeTnke Ncrnosib3yrTcA
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Ana GopMmmMpoBaHUA FPYNN PUCKa Pa3BUTUA
TEX UM UHbIX ONYX0NeBbIX 3aboNeBaHNM KaK
B CEMbSIX C OTATOLLEHHOM OHKONOrMYeCcKowm
HacNeACTBEHHOCTbIO, TaK M NpwU
cnopagmyeckmnx popmax

B Ka4yecTBe TeCTOB A/1A4
,CI,OCVIMI'ITOMBTVNECKOVI ANarHOCTUKu

npu gnddepeHumanbHOM AMarHOCTMKE Tex
WU UHbBIX TMCTONOMMYECKUX GopM

BCE OTBETbI BEpPHbIe

OnpeaeneHne MapKepoB ONyxoneBom
nporpeccuMm npoBoauTCA

C L,eNiblo BbiAB/IEHNA MeTaCTa3oB U
peunanBoB NepBNYHOIO O4ara

[ANA NPOrHO3NPOBAHMNA TEYEHUA
OnyXx0/1eBOro npotiecca (CKopocTu
nporpeccMpoBaHmA 3a601eBaHNA N YPOBHA
BbI’KMBAEMOCTUN BONbHbIX

npn MOHUTOPUHIE BO3SMOXHOCTU N CPOKOB
NnoABJ/IEHNA O4aros BTOPUYHOIO POCTa

BCe OTBETbI BEPHbIE

Mpun mynbTudaKTOpUabHbIX 3ab01€BaHMAX
POAOCNOBHbIE MO XapaKTepy CEMENHOro
HaKoM/IieHMA MOryT HANOMMWHATb:

dYTOCOMHO-JOMUWUHAHTHOE Hac/ieaoBaHUe

dyTOCOMHO-peueccnBHoe HacanegosaHue

peueccnBHoe HacnegosaHme, cuensieHHoe C
nosom
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Ntob0oi N3 NPocCTbIX TUNOB Hac/eA0BaHUA

KposHoe poacTBo npwu
MYNbTUPAKTOPUANbHOM HACeA0BAHNN:

Cyw,ecCTBeHHO yBeENNYNBAET I'IOBTOprIVI PUCK

HEMHOIO yBeE/TINYUBAET I'IOBTOprIVI PUCK

He BAMAET Ha NOBTOPHbIN PUCK

HEMHOTIO CHUXaeT I'IOBTOprIVI PUCK

TepmuH "60n€3HM UMNPUHTUHTA"
nogpasymeBaer:

MynbTUdaKTopmraabHble 3aboneBaHus

naTtoa0rmMo MUTOXOHAPWMANIbHbLIX TEHOB

3aboneBaHuMA, 06YCNOBAEHHbIE
POAUTENBCKMM TUMOM YHACNe40BaHHOroO
NaTO/IOMMYECKOro reHa

nocneancrtesmAa paanoakTUBHOIO BO3A€VICTBVIH
Ha reHom

10

Hanbonbliee 3HaYeHMe reHeTM4YecKoe
npegpacnonoxeHne uMmeet nNpun.

KoKkawuwe

CKapiatTnHe

MH(I)GKLI,MOHHOM renatuTe
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BCe BapWMaHTbl BEPHbIE

11

3HaYeHune reHeTUKn ana
NepcoHaNM3NPOBaAHHOM MeANLMUHDbI.

Mo3BonaeT paspabaTbiBaTb Mepbl BTOPUYHOM
NPOPUNAKTUKM MYNIbTUDAKTOPUANBHBIX
3aboneBaHum.

Ba)kHa anAa pa3paboTKkM TapreTHoM Tepanunm
OHKO/N0rM4YecKkux 3abonesaHuin.

MomoraeT B Ha3HaYeHUM MHAMBUAYAIbHON
JIeKapCTBEHHOM Tepanum pasNnYHbIX
NaTONOrMYECKMX COCTOAHUN.

BCe BapWMaHTbl BEPHbIE

12

K mynbTudaKkTopmanbHbiMm 3a6oneBaHUAM
OTHOCUTCA:

ny4yeBana 601e3Hb

6ptowHoOM TUD

rMMnepToHn4ecKan 6onesHb

BUY nudpekyms.

13

(DaKTOpaNWI PUCKa CMHAPOMa noTepun naoda
ABNAKOTCA:

rmnepromouncrenHemuAa

myTauma NlenpeHa

cemenHasn OTAroweHHOCTb No
HeBblHaWNBaAHUIO 6epeN\EHHOCTM.
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BCe BapWMaHTbl BEPHbIE

Kakon 13 HuKenepeumcaeHHbIX reHoB
NpeApacnonoXeHHOCTU K Tpombodmnanam
OTHOCUTCA K TPOMbBOLMTAPHOMY 3BEHY
remocrasa:

F2

F13

ITGA2

PAI

Ana MNLUP aHanmM3a Kakoro BMpyca Hy*KHa
cTagmsa obpaTHOW TPAHCKPMNLUNK:

BMpYCa renatuTa B

BUpYyCa renaTtuta A

Bupyca renatuta C

BCe OTBETbI BEPHbIE

Moaynb 5
Kadbespa [epcoHanu3upoB8aHHOU U MPAHCAAYUOHHOU
AP MeOUUUHbI
MoBbiweHnA KBaandpukaumm n npoPeccmMoHaibHOM
dakynbTeT puray pod

nepenoarotoBku cneynaanmcrtos

Poctos-Ha-[loHy, yA. MNywKnHcKkaa, 127, TAY PO

Appec (6a3a) oKLl

3aB.kadeqgpon Bbypues /.B.

OTBETCTBEHHbIN MNepeBeseHues O.A.




COCTaBUTEb

6 E-mail PZPO@mail.ru
7 Mob. TenedoH 89889974035
8 KabuHet No Ne1104,1106
9 Yuebhan NabopaTopHana reHeTMKa
AVCUMNINHA
10 YuyebHbit npeameT |/labopaTopHasa reHeTMKa
11 YuebHbIl rog, 2024
COCTaB/IEHUA
NabopaTopHana reHeTMKa
12 CneunanbHOCTb
13 ®opma obyueHnsa |OyHan
14 Moayb NabopaTopHbie meToabl p,vlarHocmxm
HacneaCTBEHHbIX bone3HeNn
15 Tema 5.1-53
16 NMoatema -
17 Konnyectso 10
BOMNPOCOB
18 Tun sonpoca Single
19 NCTOUYHMK ]
CnUCOK TecToBbiX 3a4aHUN
1

Kakne metogpbl MCNOJIb3yHOTCA B
MOﬂGKYﬂﬂpHO-I’GHGTI/I‘-IGCKOVI ANarHoCTuke

HOBbIX MYyTaLWN.

SSCP

reTepoAynneKkcHbli aHanns3

BeprI nepsble ABa BapUaHTa

MNMUP B peanbHOM BpemeHu

54



"Ounagensduiickaa xpomocoma'" moxet
6bITb 0OHapyKeHa B KNeTkax 601bHOro npu:

6one3Hn JayHa

cuHApome "Kowavbero Kpmka"

XPOHWYECKOM MMUEesIoSIeKo3e

cuHgpome bnroma

YacTtoTa cuHapoma Llepewesckoro-TepHepa
cpeam HOBOPOXKAEHHbIX AeBOYEK COCTAaBAAET

1:1000

1:3000

1:5000

1:15000

KaKue 13 nepevyncneHHbIX HMXKe nap
OCHOBaHWM ABNAIOTCA KOMNnemeHTapHbIMU:

A-T

G-C

A-Tun G-C

A-G
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Kakon n3 peareHTOB He UCMO/1b3YeTCA NpU
MNUP anarnoctmke AHK coagepatmx
BUPYCOB:

AHK-nonnmepasa

cneunduryeckme npanmepsbl

obpaTHana TpaHcKpunTasa (pesepTasa)

NuP 6ydep

Mpn KakoM Temnepatype 06bIYHO NPOXOAUT
3/I0Hrauua uenesoro pparmenta AHK AHK-
nonnmepason npu nposeaeHumn MNLP:

72°C

94°C

57°C

40°C

Mpwn nposeaeHnn NUP aHanusa B peasibHOM
BPEMEHM Ha Hannuune B buomatepmane
MHPEKUMOHHOrOo areHTa 06a3aTenbHO
MCMNONb3YOTCA:

NOJIOXKUTE/IbHbIN KOHTPOJ1b

OTpULLATE/IbHbIN KOHTPONb

BHYTPEHHWUI KOHTPO/Ib.

BCe BapWnaHTbl BEPHbIE
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CKO/IbKO BCEro B FeHOM Ye/I0BEKa
COLEPKNUTCA FTEHOB, KOANPYIOLWNX BeNku.

100 000-200 000

5 000-7 000

500 000-700 000

20 000-40 000

OcHoBHas gorma moaekynspHon buonornm
CXEeMaTMYHO MOXKET bbITb NpeacTaBneHa B
BMAE C/leayloLler nocneaoBaTeIbHOCTU:

PHK-OHK-6enok

[HK-PHK-6enok

6enok-PHK-AHK

OHK-6enok-PHK.

10

Pa3pblB XpOMOCOMbI B ABYX MeCTax n
nocneaytouiee coeauHeHue pparmeHTa, ¢
nosopotom 180 rpagycos:

aeneuns

NHBEpCKUA

AynanKaums

TPaHCAOKaUnA
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Moaynb 6

[MepcoHanu3uposaHHol U MPAHCAAYUOHHOU

Kadenpa
beAp MeOUYUHbI
2 MNos "
dakynbTeT bilWeHMA KBanndpuKaunm n npodpeccnmoHanbHoOM
nepenoAroToBKM CNEeLUanmCToB
3 Poctos-Ha-[loHy, yn. NywkKknHckana, 127, TAY PO
A 6
npec (6a3a) oKLl
4 3aB.kadegpom Bbypues .B.
5 OTBETCTBEHHbIN NepeseseHues O.A.
COCTaBUTENb
6 E-mail PZPO@mail.ru
7 Mob6. TenedoH 89889974035
8 KabuHeT No Ne1104,1106
9 Yuebhan NabopaTopHana reHeTMKa
AVUCUMNINHA
10 YuyebHbit npeameT |/labopaTopHasa reHeTMKa
11 YuebHbil rog, 2024
COCTaB/IeHUA
NabopaTopHasn reHeTMKa
12 CneunanbHOCTb
13 dopma obyyeHua |OyHas
14 Moyt LuToreHeTnyeckue MeTcz,u,bl AVNATHOCTUKM
XPOMOCOMHbIX 6onesHemn
15 Tema 6.1-6.6
16 NMoatema -
17 Konnyectso 10
BOMPOCOB
18 Tun Bonpoca Single
19 NCcToUuHUK i
CnUCOK TecToBbiX 3a4aHUN
1

Kakue u3 nepevyncneHHbIX HUXKe nap
OCHOBaHWI ABNAIOTCA KOMnnemeHTapHbIMU:

A-T
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A-Tn G-C

A-G

KaKol 13 peareHTOB He UCMNO/Ib3yeTca Npwu
MNUP anarnoctmke AHK cogepKawmx
BUPYCOB:

AHK-nonnmepasa

cneunduyeckne npanmepbl

obpaTHas TpaHcKpunTasa (pesepTasa)

MLP 6ydep

Mpn Kakon Temnepatype 0ObIYHO NPOXOAUT
3/I0Hrauua uenesoro ¢pparmenta AHK OHK-
nonnmepason npu nposeaeHum MLP:

72°C

94°C

57°C

40°C

Mpwn nposepeHunn NUP aHanusa B peasibHOM
BPEMEHM Ha Hannymne B buomatepmane
MHGEKUMOHHOrOo areHTa 06a3aTenbHo
NCNO/b3YyIOTCA:
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NOJIOXKMUTENIbHbIN KOHTPO/b

oTpmnuaTesbH bIN KOHTPOJ1b

BHYTPEHHWUI KOHTPO/Ib.

BCE€ BApWMaHTbl BEPHbIE

CKO/NIbKO BCero B reHOM 4yenoBekKa
COAEPHKUNTCA reHOB, KOAUNPYIOLWUX 6enku.

100 000-200 000

5 000-7 000

500 000-700 000

20 000-40 000

OcHoBHas gorma mosekynspHon buonornm
CXEMaTMYHO MOXKET bbITb NpeacTaBneHa B
BMAE Caeaylowen nocneaoBaTe/ibHOCTU:

PHK-AHK-6enok

OHK-PHK-6enok

6enok-PHK-AHK

OHK-6enok-PHK.

Pa3pblB XpOMOCOMbI B ABYX MeCTax u
nocneaytoulee coeamHeHue pparmeHTa, ¢
nosopotom 180 rpaaycos:
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Aeneums

MHBEPCUA

AynavKaums

TpaHcAoKaumsA

KaKkon 13 HUKe nepeymncsieHHble
NPOTUBOOMYXONEBbIX MPEenapaTos co34aH No
TEXHON0rMM Manblx MHTepdpepupyrowmnx PHK

repuTMHMG

MRX34

KYPKYMWH

rapmumH

MyTtaunmn B reHax BRCA1 u BRCA2 nosbiwatoT
BEPOATHOCTb Pa3BUTUA

PaKa MOJIOYHOW Kene3bl

PaKa ANYHUKOB

paKa MOJIOYHOW XKene3bl M/MI’II/I ANYHUNKOB

PaKa Tesla MaTKH

10

CekBeHunpoBaHue IHK npeactasnneT coboit

onpeaeneHne NocneaoBaTe/IbHOCTH
HyKneotnaos [AHK
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onpegeneHve NocAeA0BaTe/IbHOCTH
aMWHOKMUCNOT B NPOAYKTE CTPYKTYPHOrO reHa

MeToa, "'cCopTMPOBKKU" XpoMocom

nccneposaHue Blammoaenctema QHK c

6enkamm
Moaynb 7
1 Kadbeapa [epcoHanuU3upoOBAHHOU U MPAHCAAYUOHHOU
MeOUUUHbI
2 dakynbTET MoBbiWweHnA KBaanPpukaumm n npodpeccmMoHasibHoM
nepenoAroToBKM CNeLnanmcToB
3 PoctoB-Ha-[loHy, yAn. lNywkuHcKkaa, 127, TAY PO
A 6
npec (6asa) oKALl
4 3aB.kadegpom Bypues /.B.
5 OTBETCTBEHHbIN NepeseseHues O.A.
COCTaBuTENb
6 E-mail PZPO@mail.ru
7 Mob6. TenedoH 89889974035
8 KabuHet No Ne1104,1106
9 YuebHan NabopaTopHana reHeTMKa
AVNCUMNINHA
10 YuebHbin npeameT |/TabopaTopHas reHeTUKa
11 YuebHbIl rog, 2024
COCTaBNEHUA
NabopaTopHana reHeTMKa
12 CneunanbHOCTb
13 ®opma 0byueHuna [O4yHasn
b
14 Moyt NOXMMUYECKME METOAbI plwarHocmuM
HacneacTBeHHbIX 6bonesHemn
15 Tema 7.1-7.10
16 Moatema -
17 Konunyectso 10
BOMPOCOB
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18

Tun Bonpoca Single

19

MCcTOYHUK

CnUCOK TecToBbIX 3a4aHUM1

NHTep- M HTPanHANBUAYANbHAA
BapunabenbHOCTb pepMeHTOB
H6roTpaHchopmaLnmM NEKAPCTBEHHbIX
CpeacTB onpeaensaeT pasAnyna B
bapmaKoKnHeTnKe n GapmakoanHammke,
npusoaAT

K UpesmepHoMmy TepaneBTuyeckomy sdpdeKTy
— NPU HU3KOM UX aKTUBHOCTU (Y MeaNEHHbIX
¢deHoTUNOB)

K CHUXEHHOMY 3PPEKTY — MPU BbICOKOM
aKTUBHOCTM (y ObICTPLIX peHOTMMNOB)

K MOAB/IEHMIO TOKCUYHOCTM OT
MeTabo/InYecknx NpoayKToB, 06 pasyroLmxca
Ha Pa3NMYHbIX, OT/IMYAIOLWMXCA OT FNAaBHOrO,
nyTax meTabonnsma.

BCe OTBETblI BEPHbIE

KaKol npumepHbIN NPOLEHT COCTaBAAIOT
cpeamn onyxonesbix 3a6oseBaHN
HacneACTBEHHble CUHAPOMbI

1

5

10

20
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eHeTUYeCcKuU NOMMOPPU3M B FeHe
anonunonpoteunHa E (APOE), umeet
onpepeneHHoe 3HayeHme B 3GPEeKTUBHOCTH
Tepanuu

6onesHu MapKNHCoHa

bonesHun Anburenmepa

Bbone3sHu NéeHTUHITOHA

BAC

BapVIaHTHbIe nocnenoBaTesibHOCTU C
npaAMmbimMm BIMAHUEM HaA OTBET O6Hapy>KEHbI B
reHe

6eTa-2-agpeHopeuentopa

AN®

BEPHbI NepBble ABa OTBETA

anbda-2-agpeHopenentopa

C uzopopmammymtoxpoma P450 cBszaH
meTabonunsm

AdHTUTUCTAMUHHDBIX NPenapaTos

MHIIMBUTOPOB PETPOBUPYCHOM NPOTEa3bl

6eH304Ma3ennHoB

BCe OTBETbI BEPHbIE
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[eHbl, KOTOPbIE KOAMPYIOT LLUTOXPOMbI,
obveaunHsoTcA

B 16 cemencTs

B 17 cemeiicTtB

B 10 cemeiicTB

B 2 cemeuncTBa

Mo myTauum reHa pepmeHTa,
meTabonunsnpytowero onpeaeneHHoe
JIEKApPCTBO M, COOTBETCTBEHHO, NO CKOPOCTU
MmeTabonmM3ma Ncnoab3yembix
NIeKapCTBEHHbIX NPenapaToB BblAENAKTCA
cnepywouwme rpynnbl MUHANBUAYYMOB

3KCTEHCUBHblE MeTabon M3aTopbl

"MeaneHHble meTabonunsaTtopsbl”

"BbicTpble meTabonunsatopb!”

Bce oTBeTbl BEPHbIE

Noban rpynna metaniadnpoBaHHbIX KZIETOK
reHeTn4yeCkn npeacrtaBafaeT coboi

FOMOreHHY0 Nonynauunto

reTeporeHHyt nonynauuto

KNTOHUPOBAHHYIO nonynaunto
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BCe OTBETbl BepHble
1110
Kakon npoueHT nHansmnayymos 6enoim pachbl
ABnAeTcA “meaneHHbIMU
meTabonunzatopammn”
8
6
*
7
10
Mopaynb 8
1 Kadbepa [MepcoHanu3upo8aHHOU U MPAHCAAYUOHHOU
MeOUYUHbI
5 "
dakynbTeT MosblweHna KBanuPurkaumm n npodpeccnoHaibHOM
nepenoaroTOBKU CNEeLNaNnCToB
3 PoctoB-Ha-[loHy, yAa. lNywKkuHcKkasa, 127, TAY PO
Appec (6a3a) oKLl
4 3aB.kadeqpomn bypues /.B.
5 OTBETCTBEHHbIN MNepeseseHues O.A.
COCTaBUTEND
6 E-mail PZPO@mail.ru
7 Mob. TenedoH 89889974035
8 KabuHeTt No Ne1104,1106
Yueb
9 Hebras NabopaTtopHas reHeTMKa
ANCUMNANHA
10 YuyebHbIt npeameT |/labopaTopHasa reHeTMKa
11 YuyebHbIl rog, 2024
COCTaBNEHMUA
NabopaTtopHas reHeTMKa
12 CneunanbHOCTb
13 dopma o0byyeHua [OyHas
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MoneKynapHo-reHeTU4eCcKme metToapl
14 Moaynb o
AMNarHOCTUKN HacneACTBEHHbIX 6bonesHel
15 Tema 8.1-8.15
16 NMoatema -
17 Konunyecrtso 10
BOMPOCOB
18 Tun sonpoca Single
19 MCcTOYHUK )
CnK1COK TecToBbiX 3a4aHUN
1

KpoBHOe poacTeo npwu
MY/IbTUAKTOPUANBHOM HacNen0BaHNK

CywecTtBeHHO yBennymnBaeT I'IOBTOprIVI PUCK

HEMHOrO YBe/IMYMBaET MOBTOPHbIN PUCK

He B/1NAET Ha I'IOBTOprIl\/'I PUCK

HEMHOTIO CHUXaeT I'IOBTOprIVI PUCK

Mpun mynbTudaKTOpUabHbIX 3ab01€BaHMAX
POAOCNOBHbIE MO XapaKTepy CeMenHoro
HaKoM/IeHMA MOTYT HaNnOMMUHATb:

dYTOCOMHO-AOMWUHAHTHOE Hac/ieaoBaHUe

dYyTOCOMHO-peueccnBHoe HacaegosaHue

peueccnBHoe HacneagosaHme, cuenieHHoe C
noiom
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Ntob0oi N3 NPocCTbIX TUNOB Hac/eA0BaHUA

B poccuiickon nonynaumm Hambonee 4acTto
BCTPEeYaeTCa cneayoLan MyTauma B reHe
BRCA1

5382insC

185del

300G>T

2085del.

OAHMM U3 TUNOB HaCc/eACTBEHHbIX OMyX0iel
TONCTOMN KULIKM ABAAETCA

CuHgpom JlInH4ya

Cunpgpom [ayHa

Cunapom Hunnobepa

CuHgpom JlIn-®GpaymerHu

CTeneHb accoUMaUMM FreHETUYECKOTO
BapuWaHTa Kakoro-nmbo reHa c
MYNbTUdaAKTOPMANbHbIM 3ab0neBaHNEM
XapaKTepmsyeTca BE/IMYNHON:
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Cl

OR

Kakne BO3MOXHOCTHM eCTb Yy MeToaa
aetekumnmMmmnkpPHK npu auarHoctuke
onyxonem

PaHHAA AMarHocTMKa

Onpep,eneHme rMCToTUNa ONyxojau, Ctaanmn
pPa3BnUTHnA, NOTEHUMNANA K METACTA3NPOBAHUIO

lNoTeHuuanbHaa Tepanua

Bce oTBeTbl BepHbIe

MyTtaunn B reHax BRCA1 u BRCA2 nosbiwatoT
BEPOATHOCTb Pa3BUTUA

PaKa MOJIOYHOW Kene3bl

pPaKa ANYHUKOB

paKa MOJIOYHOW XKene3bl I/I/I/I}'II/I ANYHUNKOB

PaKa Tézla MaTKH

CekBeHupoaHue HK npeactasnaet cobom

onpeaesnieHne nocnenoBaTeIbHOCTH
HyKkneotugos AHK

onpeaeneHne Nocaea0BaTe/IbHOCTH
aMMHOKUCNOT B NPOAYKTE CTPYKTYPHOrO reHa
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meToz, "'COpTMPOBKN" XpOMOCOM

nccnegosaHue Blammoaenctema QHK c

benkamu

OCHOBHaA JOrmMma MOJIEKYNspPHOM Bruonornm
CXeMaTUYHO MOKeT BbITb NpeacTaBieHa B
BMAE CAeAyloLWen Nnocnen0BaTe/IbHOCTH

PHK-OHK-6enok

AHK-PHK-6enok

Benok-PHK-HK

AHK-6enok-PHK

10

Kakomy Konnyectsy HyK1eoTMaoB
nocneposatenbHoctn [HK cooTtsetctByeT 1
aMUHOKMC/I0Ta B KOANPYEMOM Yy4aCTKOM
AHK aMMHOKMCNOTHOM NoCcAea0BEeT/IbHOCTH

2
1
3
4
Mopagynb 9
Kadbespa [MepcoHanu3upo8aHHOU U MPAHCAAYUOHHOU
AP MeoUYUHbI
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2 MNoBbiweHnA KBannPpukaumm n npodPeccmMoHasibHOM
dakynbTeT
nepenoAroToBKM CNeLnanmcToB
3 PoctoB-Ha-[loHy, yAn. MNywKkuHcKkaa, 127, TAY PO
A
Apec (6a3a) oKaL
4 3aB.Kadenpon bypues /.B.
5 OTBETCTBEHHbIN MNepeseseHues O.A.
COCTaBUTEND
6 E-mail PZPO@mail.ru
7 Mob. TenedoH 89889974035
8 KabuHeT No Ne1104,1106
YyebHa
9 Hebran NabopaTopHana reHeTMKa
AVNCUMNINHA
10 YuebHbin npeameT |/TabopaTopHas reHeTUKa
11 YyebHbIt roa 2024
COCTaB/IEHUA
NabopaTopHana reHeTMKa
12 CneunanbHOCTb
13 ®opma 0byyeHna [OyHas
14 Mozy/ib CospemeHHbui OOCTUXKEHUA B 061acTH
NabopaToOpPHOM reHETUKM
15 Tema 9.1-9.8
16 Moatema -
17 Konunyectso 10
BOMPOCOB
18 Tun Bonpoca Single
19 NCTOYHMK i
CnUCOK TecToBbIX 3a4aHUI1
1

OnpepaeneHre MapKepoB ONyxo/1eBoOW
nporpeccuMm npoBoaMUTCA

C LUENbIO BbIAB/IEHNA METACTA30B U
peunamBoB NnepBUYHOIO o4ara

ANA NPOrHO3NPOBAHMA TEYEHUS
OnyxoneBoro npouecca (CKopocTu
nporpeccMpoBaHna 3a60NeBaHNA U YPOBHA
BbI)KMBAEMOCTUN BOJIbHbIX
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NPU MOHUTOPMUHIE BOSMOXHOCTU M CPOKOB
NOsIBIEHUA 04aroB BTOPUYHOIO pocCTa

BCe OTBETbI BEPHbIE

Mpu mynbTUdaKTOpManbHbIX 3a601€BaHUAX
POAOCN0BHbIE MO XapaKTepy CEMENHOro
HaKoNAeHMA MOTyT HaNOMMUHATb:

dYTOCOMHO-AOMWUHAHTHOE Hac/i1ea0BaHUe

dyTOCOMHO-peueccnBHoe HacneaoBaHue

peueccnBHoe HacneagosaHme, cuenaeHHoe C
nosiom

nobon n3 NPOCTbIX TUNOB Hacnea0BaHUA

KpoBHOEe poacTBo npu
MYNbTUDAKTOPMANbHOM Hac/Ne40BaHUN:

CyLeCTBEHHO yBENNUYNBAET I'IOBTOprIVI PUCK

HEMHOIO yBE/INYUBAET I'IOBTOprIﬁ PUCK

He B/1NAET Ha I'IOBTOprIl\/'I PUCK

HEMHOTIO CHUXaeT I'IOBTOprIIz PUCK

TepmuH "6onesHn MMNpUHTUHIA"
noapasymeBaer:
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MynbTudaKTopuaabHble 3aboneBaHus

naToan0rMio MUTOXOHAPWMA/IbHbLIX TEHOB

3abonesBaHuna, obycnoBaeHHble
POANTENBCKMUM TUNOM YHAC/Ie40BAHHOIO
NaTO/IOrMYECKOro reHa

nocneancTtenA paagmMoakTMBHOIO BO3LI,€V1CTBMFI
Ha reHom

Hanbonbliee 3HaYeHMe reHeTu4YecKoe
npegpacnonoxeHne nMmeet nNpu.

KoKkawuwe

CKapaTtnHe

MH(I)eI-(LI,VIOHHOM renatuTte

BCE BApWMaHTbl BEPHbIE

3HayeHune reHeTUKn anAa
I'IepCOHaI'II/I3I/1pOBaHHOI7I MmegnuunHbl.

Mo3BonseT pa3pabaTbiBaTb Mepbl BTOPUUYHOM
NPOPUNAKTUKN MYNbTUDAKTOPMANbHbIX
3aboneBaHUN.

BaxkHa anA pa3paboTKku TapreTHoOM Tepanmm
OHKONOrMYecKnx 3aboneBaHun.

NMomoraeT B Ha3HAYEeHUM MHANBUAYANBHOM
JIEKAPCTBEHHOM Tepanunm pasnnyHbIxX
NaToONIOrMYECKUX COCTOAHUMN.

BCe BapWnaHTbl BEPHbIE
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K mynbTndaktopmanbHbim 3aboneBaHMAM
OTHOCUTCA:

ny4vyeBan 60ne3Hb

H6ptowHon T

rmnepToHMYeckan 6onesHb

BUY nudpekyms.

dakTopamu pucka CMHAPOMA NoTepu Naoaa
ABNAOTCA:

rmnepromouynctenHemuAa

myTauma flengeHa

CeMeMNHanA OTATOLWEHHOCTb MO
HeBbIHALWMBAHMIO BepeMeHHOCTH.

BCe BapWMaHTbl BEPHbIE

Kakolt U3 HUXKenepeuyncaeHHbIX reHoB
npeapacnonoKeHHOCTU K TpoMmbopuanam
OTHOCUTCA K TPOMOOLMTAPHOMY 3BEHY
remocrasa:

F2

F13

ITGA2

PAI

10
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Ona MUP aHanmM3a Kakoro BMpyca Hy*KHa
CTaana 0bpaTHOM TPaHCKPUNLNK:

BMpYyca renatuTa B

BUpyca renatmta A

Bupyca renatuta C

BCe OTBETbI BEPHbIE

Mopgynb 10
1 Kadbeapa [epcoHanuU3upoOBAHHOU U MPAHCAAYUOHHOU
MeOUYUHbI
2 dakynbTeT MoBbiWweHnA KBaanPpukaumm n npodpeccmMoHasibHoM
nepenoAroToBKM CNeunanmcToB
3 PoctoB-Ha-[loHy, yAa. MNywKuHcKkasa, 127, TAY PO
Appec (6a3a) oKL
4 3aB.kadeqpomn bypues /.B.
5 OTBETCTBEHHbIN MNepeseseHues O.A.
COCTaBMUTEND
6 E-mail PZPO@mail.ru
7 Mo6. TenedoH 89889974035
8 KabuHeT No Ne1104,1106
9 Yuebhan NabopaTopHana reHeTMKa
AVNCUMNINHA
10 YuebHbit npeameT |/TabopaTopHas reHeTUKa
11 YuyebHbIl roa, 2024
COCTaBNEHUA
NabopaTopHana reHeTMKa
12 CneunanbHOCTb
13 dopma obyyeHua [OyHas
14 Moaynb MpodunaKkTMka HacneacTBEHHbIX bonesHen
15 Tema 10.1-10.7
16 Moatema -
17 Konunyectso 10
BOMPOCOB
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18 Tun Bonpoca Single
19 NCTOYHMK )
CnUCOK TecToBbIX 3a4aHUM1

10 (1|1

1 Monnmopdnsm Kakoro reHa Urpaet posib B
Pa3BUTUKN CEPAEYHON HEAOCTAaTOYHOCTH
ADRB2

*

ACE
FTO
CYP5

10 (1(2
C HacnheacTBeHHOM NPeApPaCcnoONOKEHHOCTbIO

1 K paKy MOJIOYHOM Xenesbl U/Unm AUYHMUKOB
aCCoOUMMPOBAHbI MyTaUMK B reHax
F2
MYH

* BRCA1u?2

CHER

10 (13
KpoBHOe poacTso npwu

1 MY/IbTUAKTOPUANBHOM HAacNeL0BaHNU
CYLLEeCTBEHHO YBEAMYMBAET NOBTOPHbIN PUCK
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HEMHOrO yBEe/IMYNBAET MOBTOPHbIN PUCK

He B/INAET Ha I'IOBTOprIVI PUCK

HEMHOTIO CHUXaEeT I'IOBTOprIl71 PUCK

10

Mpu mynbTUdaKTOpManbHbIX 3a601€BaHNAX
POAOCN0BHbIE MO XapaKTepy CEMENHOro
HaKoNAeHMA MOTyT HaNOMMUHATb:

dYTOCOMHO-AOMWUHAHTHOE Hac/iea0BaHUe

dYyTOCOMHO-peueccnBHoe HacneaoBaHue

peueccnBHoe HacneagosaHme, cuenaeHHoe C
nosiom

Mo60o U3 NPOCTbIX TUNOB HacNeA0BaHUA

10

B poccuicKom nonynsumm Hambonee yacto
BCTPEeYaeTcs cneayolan MmyTauma B reHe
BRCA1

5382insC

185del

300G>T

2085del.

10
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OAHMM U3 TUNOB HAacNeACTBEHHbIX ONyX0one
TOJICTOM KULLKK iBNAETCA

CuHgpom JlInH4ya

CuHapom [layHa

CuHapom Knnobepa

CuHapom Jln-dpaymeHun

10

CTeneHb accoumaLMmn reHeTUYecKoro
BapuaHTa KaKoro-1nbo reHa c
MybTUdAKTOPMaNbHbIM 3abo1eBaHNEM
XapaKTepu3yeTcs BENYNHOI:

Cl

OR

10

Kakne BO3MOXHOCTM eCTb Y MeToaa
apetekumnmmmnkpPHK npun gnarHoctuke
onyxonewu

PaHHAA AMArHOCTUKa

Onpe,u,eneHlAe rMMcCToTuna onyxonau, Ctragnmu
pa3BnUTnA, NnoTeHUMNANa K METACTA3NPOBAHUIO

NoTeHuManbHaa Tepanuma

Bce oTBeThbl BEPHbIE
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10 |19

1 MyTtaunn B reHax BRCA1 u BRCA2 nosbiwatoT
BEPOATHOCTb PA3BUTUA

paka MOJIOYHOM XKenesbl

pakKa ANYHNKOB

* paKa MOJIOYHOW XKene3bl M/MI'IM ANYHUKOB

PaKa Té/sla MaTKH

10 |1]10

KaKol npoueHT nHamsmnayymos 6enoi pacol
asBnaeTca “meaneHHbIMMU
meTabonumsatopamu”

8

6

10

2. Odopmiienne poHIAa CUTYAUOHHBIX 32124
(nns mpoBenenus sxk3amena B AC JII10).

1. [TanmenTka oOpaTuiIach Ha KOHCYJBTAIUIO K TEHETHKY C IIEJIbI0 MPOrHo3a motoMcTBa. Cpok
oepemenHocTH - 15,1 menens. [1o taHHBIM KIIMHUKO-T€HEATOTHYECKOTO aHAIN3a YCTAaHOBJICHO, YTO 2
ponHBIX OpaTta v 1 TBOIOPOIHBIN OpaT MAIMEHTKH CTPAAAI0T HACIEICTBEHHBIM X-CIICIUICHHBIM
pereccuBHBIM 3a00seBanueM (cuaapoMm Maptuna-bemn). Cama nanueHTKa siBIsIeTCs HOCUTEIIbHUIICH
JAaHHOUW TaToJoruH (3a00JIeBaHNe TIPHU STOM KIIMHUYECKH He mposisercs). [lanuentke B cpoke 14,3 Hen.
o6su10 ipoBezieHo Y 3U. Ilo pesynbratam uccneaoBanus rpyosix BIIP y mioga BeisiBneHO He Ob110. bl
oTIpesieTieH MOJ II0/1a - My KCcKoil. KakoBa BepOSITHOCTh MPOSIBICHUS TATOJIOTUN y peOCHKa B TAHHOM
ciy4ae?
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2. [TanmenTka oOpaTuiach Ha KOHCYJIBTAIUIO K TEHETUKY C I1eJIbI0 MPOTHO3a MOTOMCTBA.

Cpoxk 6epemennoctu - 14,0 Henenb. Ha MOMEHT KOHCYJNBTalMM TMMOJTYYEHBI pe3yJbTaThl CKPUHUHTA Ha
HACJIEICTBEHHYIO U BPOXKACHHY!O marosioruto 1-ro rpumectpa (mporpamma ASTRAIA). ITo pesynabTaTam
MCCIJIETOBAHMS YCTAaHOBIJIEHO 3HAYUTENbHOE MOBbIIeHNnEe ypoBHS 6eTta-XI[H Ha (hoHEe CHUIKEHHOTO YPOBHS

PAPP-A. Puck kakoii aToJIOrMy MOBBIIIEH Yy IJI0/1a B IAHHOM ciiy4dae?

3. [NanmenTtka oOpaTmiIach Ha KOHCYJIBTAIMIO K TEHETUKY C LEJIBI0 TPOTHO3a TOTOMCTBA.

Cpok 6epemennocTH - 19,4 Henenu.

M3BecTHO, 4TO 1O pe3ysbTaTaM CKpUHHUHIA HA HACJIEICTBEHHYIO M BPOXKAECHHYIO MIATOJIOIHI0 1-T0
tpumectpa (porpamma ASTRAIA) naTonoruueckux OTKJIOHEHHUH BBISBIEHO HE ObLIO.
WuauBuUyanbHbIM pUCK MALMEHTKH 110 XPOMOCOMHOM MATOJIOTHH Y 1JI0/ia He MnoBbleH. Ha

KOHCYJIbTAaWIO MPEAOCTABJIICHBI PE3YJIbTATHI UCCIICAOBAHN CHIBOPOTOUYHBIX MAPKCPOB 2-ro TpUMECTpa.

OtmMmeuaeTcs 3HaunTeIbHOE MOBBIIeHNE YpoBHSI ADII Ha Ppone HOpmansHOTO YpoBHa X1 Y. Bompoc:
Puck kakoif maTojaoruy NOBBIILIEH y IO B JAHHOM cliy4dae?

4. Pogurenu BMecTe ¢ peOeHKOM 00paTHITNCh HA 00CIIeI0BaHNE B TEHETHYECKYIO KITMHHUKY TI0
PEKOMEH1alliy Bpaya-KapAuoJIora ¢ 1eJIbl0 YTOUHEHUS IMarHosa.

W3 anamuesa uzBectHO, uTo B 2013 . 1eT pebeHKy ObLI0 MPOBEIEHO 2 Oepally M0 MOBOAY
HA/IKJIATAHHOTO CTE€HO3a aopThl. B mepuoa rocnuranu3anuu y pedeHka Obliia KOHCYIIbTAIUs
TeHETHKa, [0 pe3ysibTaTaM KOTOPOW Bpad 3arnof03pui HaTH4Yle CHHAPOMATLHOM MaTOIOTUH -
cuHApoM Buubsimca.

OOBbeKTHBHO y pebeHKa OTMedaroTcs crieluuyecKue N3MEHEHUs CO CTOPOHBI JIUIIA,
XapakTepHble AJis cuHaApoma Buibsamca.

Bompoc:

Kakoii MeToJ1 1a00paTOpHOM TUArHOCTUKYU MO3BOJIUT MOATBEPAUTH TUArHO3?

5. [lanmenTka oOpaTHiIack Ha KOHCYJIBTAIMIO K TEHETHUKY C IENIBbI0 TPOTHO3a MOTOMCTBA.

Cpox 6epemenHoct - 13 He.

Jlannast 6epeMeHHOCTh 2-51. [IepBrIii peOeHOK y MalMeHTKU cTpagaeT Muoauctpodueii/Jromenna
(HacnencTBEHHBIM X-CLEIIJICHHBIM PELIECCUBHBIM 3a00seBanreM). KpoMe Toro nojaHHbIM KIMHUKO-

IreHCAJIOTMYUCCKOT O aHAJIN3a YCTAHOBJICHO, YTO Y MAlIUCHTKU €CTh 2 POAHBIX OSAUITIO MaTepHHCKOﬁ JJMHHUHA

C aHAJIOTMYHOW maTosioruen. Bonpoc:
IIpoBecTn MEAUKO-TEHETUUECKOE KOHCYJIBTUPOBaHUE ceMbU. OLIEHUTh PUCK Pa3BUTHS
Muoauctpopun/lromenna y pedbeHka ot BTOpoil 0epeMeHHOCTH.

6. [TanineHT 0OpaTuiCs B TEHETHYECKYIO KIIMHUKY C IIeTbI0 00CTIe10BaHus A yTOUHEHHUS
KanoOml: KeNTyIHOCTh KOXKHU U CKIIEP.

W3 anamue3a HU3BCCTHO, YTO BIICPBLIC HA KCIITYHIHOCTH CKJIICP MAIUCHT 06paTI/IJ'I BHHUMAaHHCEC
MoJITo/1a Ha3ad. B ATOT ke mepuoi MaTh MalMeHTa o0paTuia BHUMaHUE Ha KEITOBAThI OTTEHOK
K04 cbiHa. CaMm ManMEHT AO0MYCKACT, YTO BO3MOXKHO M paHbIIC CKIICPBI U KOXa UMCITU
YKEJITOBATHI OTTEHOK, OJTHAKO OH HE MPUAAaBajl STOMY 3HAUYCHMUS.

ITo pe3ynbraramMm OMOXMMHYECKOTO aHAJIN3a KPOBHU OBIJIO YCTAHOBJICHO MOBBIIIICHUE YPOBHS
obrmiero OuIMpyOHMHA 3a CYET HEMPSIMOTO. 3aroA03peH cuHIpoM JKunbbepa.

Bomnpoc:

Kakoii MeToJ1 1ab0paTOpHOM TUATHOCTHKY MO3BOJIUT MOATBEPAUTH TUATHO3?

7. Mama BMecTe ¢ peOeHKOM 3-X JIeT OOpaTHIIMCh Ha KOHCYJIBTAIINIO K TEHETHKY C TISITBIO
oOcieToBaHMS JIJISl YTOYHEHUS JHArHo3a.

2KamoOmr:

- YacThl€ PeLUIUBUPYIOLINE HHPEKIIUU HIKHUX JIIXaTeJIbHbBIX MTyTeH
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- OOMJIBHBIN XKHUPHBIN CTYJI C YACTUYKAMH HENEPEBAPEHHON MUILM U PE3KUM HENPUATHBIM

W3 anamHe3a U3BECTHO, YTO peOCHOK OT 2-if OepeMeHHOCTH, 2-X poaoB. [Ipeapiaymumii
peOeHOK yMep B HEOHATAIbHOM IEPHOE OT OCTPOM KUILIEYHOM HenpoxoaumocTi. B oboux
Cllydasix MallMeHTKa He BCTaBaJla Ha yUeT B KEHCKYIO0 KOHCYJIBTAIHIO, POBI ObLTH TOMAITHHE.
Bomnpoc:

Y CcTaHOBHUTH pEBapUTENbHBINA AUAarHo3 y pedeHka. Kakue CHMITTOMBI SBIISIOTCS

IIaTOrHOMOHMYHBIMH AJIsA ﬂaHHOfI MaToJoruu?

8. Ha xoHcynbTanmio o0patuiack Cynpykeckas napa ¢ IeJblo MPOrHo3a IMOTOMCTBA.

CeMbs IIAaHUPYET IETOPOXKICHHE.

[Tpu cOope aHamMHE3a YCTAHOBIIEHO, YTO CYNPYTH UMEIOT OJJHOTO PeOCHKA, y KOTOPOTO OBLT
JIMarHOCTHPOBaH CUHIPoM Mapdana. Takxe cuaapomMom MapdaHna cTpagaet Cynpyr naueHTKH 1
€ro MaTh.

3amanue:

[TpoBecTr MeIUKO-TeHETUYECKOE KOHCYIbTHPOBaHNE ceMbU. OLIEHUTh PHCK

pa3BuTHs cuHApOoMa Mapdana y mocjaeIyrmux JeTed B TaHHON CYIPYy>KeCKOH mape

9. Bac BbI3BasIM HA CPOUHYIO KOHCYJIBTALMIO B MH(PEKIIMOHHOE OT/IE€JICHNE ITOPOJICKOM
OonpHuLbL. [lannenTka — OepemeHHas xeHuuHa. Cpok 6epemeHHocTH - 18,5 Henenb.

Juarnos: BUY, ocTpslii TOKCOIIa3MO3.

ITo pe3yibTaramM CKpUHHUHTA 1-ro TpUMecTpa y NalMEeHTKU ObLT YCTAaHOBJIEH BBICOKUI pHCK
XPOMOCOMHOM MATOJIOTUH Y IU10/a (Hanuuue Y 3-MapKepa — paciiipeHue TOJILIIUHbBI
BOPOTHHUKOBOTO ITPOCTPAHCTBA, HATTMUNE OMOXUMHUYECKIX MapKEePOB — 3HAYMTEIHHOE CHUKECHUE
ypoBHsi PAPP-A Ha ¢one nositieHHOT0 ypoBHS O6eta-XI'Y).

3anaHue:

CocraBbTe MJIaH UHAUBUIYAIBHOTO 00CIe10BaHNs TALIUEHTKU

10. Bac BeI3Baim Ha KOHCYJIbTAallUIO B OTACJICHUEC ITATOJIOTHUHU HOBOPOKACHHBIX I[CTCKOfI

OOJIbHUIIBI.

XKaino0Oa nevamiero Bpaua: Hauune y peOeHKa MHOKECTBEHHBIX CTUTM JAM33MOpHOreHesa,

BIIC.

ITpu cbope aHaMHe3a yCTaHOBJIEHO, YTO peOeHOK OT 1-if 6epeMeHHOCTH, 1-X POJIOB.
Bo3znelicTBue 3K30T€HHBIX TEPaTOreHHBIX (PaKTOPOB B IEpHO OEPEMEHHOCTH MaTh peOeHKa
OTpHULIACT.

OOBEeKTHBHO y peOeHKa OTMEUaI0TC MHOYKECTBEHHBIE CTUTMBI JU39MOpHOreHe3a:

KBaJ[paTHasi HECKOJIbKO acCuMeTpHuuHas popma uepena. [ uneprpuxo3 Ha g0y, pocT BOJIOC Ha JI0Y
o TUIy "3aBUTKA"; aHOMaJIbHas (hOpMa YIITHBIX PAaKOBUH (BBITSAHYTHI KBEPXY U 3a0CTPEHBI, KO3EIKU
HECKOJIbKO TMITOIUIa3UPOBaHbl, B 00J1aCTH MOYEK OTBepCcTHs ((PUCTYBI?)); EpBbIE MaNbLbl HA
KHCTAX OCOOEHHO MCTaJIbHbIE (paJlarHU pacIIMpPEHbl; HA CTOMAX - Ha JIEBOM MOCTaKCUaIbHAs
MOJINJAKTUIINS, HA TIPAaBOH - NIEPBBIN NaJell YKOPOUEH; HUKHHE KOHEYHOCTH BU3YaJIbHO
YKOPOUEHBI, KOCOJIAMIOCTh JIETKOU cTerenn obenx cror. [1o pesynpratam 9xoKI' y pebenka Ob11
nuarHoctupoBan BIIC.

3anaHue:

Onpenenuts KpyT MpeanoiaraéMbIX JUarHo30B U COCTaBUThH IJIaH 00CIIeI0OBaHUS.

11. . [TanmenTka oOpaTuiach Ha KOHCYJIbTAIMIO K TEHETUKY C LIE€JIbIO TPOrHO3a MOTOMCTBA.
Cpox 6epemenHoctu - 19,4 Henenu.

W3BecTHO, UTO 110 pe3yibTaTaM CKPUHUHIA Ha HACJIEACTBEHHYIO U BPOXKIEHHYIO MaTOJIOTHI0
1-ro Tpumectpa (mporpamma ASTRAIA) naronornyeckux OTKJIOHEHUHN BBISIBICHO HE OBLIO.
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WuauBuayanbHbIA PUCK MAUEHTKU 110 XPOMOCOMHOM ITaTOJIOTHH Y IIJI0JA HE MTOBBIILICH.

Ha xoHCynbTalMIo npeaocTaBieHbl pe3yabTaThl UCCIEA0BAHNS CHIBOPOTOYHBIX MapKepOB 2-
ro Tpumectpa. OT™Meuaercs 3HaunTeNIbHOE NoBblieHue ypoBHs ADII Ha poHe HOPpMATIBHOTO
yposHs XI'Y.

Bomnpoc:

Kakoii meTos mpeHaTaabHON IMarHOCTUKHU 1eNIeco00pa3HO UCTIONb30BaTh [T

UCKJIIOUeHUs 3a00eBaHus?

12. XKeHmmHa ¢ OTATOMEHHBIM aHAMHE30M 110 TPOMOODUIUSAM TUIAHUPYET OEPEMEHHOCTD.
3aaHue: Kakue MOJICKYJISPHO-TeHETUICCKUE B OMOXUMUYECKIE TeCThl MOKHO HA3HAYHTD JIS
OTIpe/ieNICHUs] pUcCKa pa3BUTHUS FeCTallMOHHOUTpOMOOoduInn?

13. XKeHmuHa ¢ OTATOMEHHBIM CEMEHHBIM aHAMHE30M IIJIAaHUPYET OEPEeMEHHOCTb. 3a/laHue: KaKue
MOJICKYJISIPHO-TCHCTUYCCKUEC U 6I/IOXI/IMI/I‘-ICCKI/I€ TCCThI MOXHO HA3HAYUTH JIA ONICPCACIICHUA PUCKaA
pa3BUTHA THIIEPTEH3UU OEPEMEHHBIX

14. K Bam AJId KOHCYJIbTAllMK IMpUILIa )KCHIHUHA C OTATOIIEHHBIM CEMEHHBIM aHAaMHE30M I10 paKy
MOJIOYHOM >kelie3bl. Kakue MOJICKYJEIPHO-TCHCTUYCCKHUEC UCCIICAOBAHUSA MOKHO HA3HAYUTD ITALIUCHTKC
IJIsL OIIPEACIICHUS PUCK PAa3BUTUSA Y Heé HaHHOﬁ MaTOJI0T UM ?

15. ¥V nanuenrta metogom [P BeisiBunu JJHK Bupyca remarura C B konuuectse 180 xonuii Ha MiL.
3agaHue: KaKUMHU CIIOco0aMM MOKHO OATBEPAMTh WM OIPOBEPrHYTh AuarHo3 renarura C y JaHHOTO
nanuenTa’?

16. K Bam npuiuia xeHIMHA C OTATOIEHHBIM CEMEITHBIM aHaMHE30M IO paKky Ieiku MaTtku. Kakue
71a0b0paToOpHbIE HCCIIET0BAaHUS €l MOYKHO Ha3HAYUTH JJISl OTIpEIeNICHUS] pUCKa BOSHUKHOBEHHUS y HEE€
JaHHOM nmaToxorun?

17. B TI1IP naboparopuu BHE3aHO BO BceX 00pa3iax AETEKHUPOBAH MOJOKUTENbHbIN renatut B.
3aaHue: Kakoe HeXKeaTelIbHOe COObITHE MPOU301LI0 B 1abopaTopuun? Kakue MeTo1bl HE0OX0IMMO
NPEINPUHATH Ul €r0 yCTpaHEeHus?

3.CniucoK TeopeTHYeCKHX BONPOCOB:

1.Kakoit metog HanOosiee HHPOPMATUBEH /7Sl BBISABIICHUS HACJIEICTBEHHBIX HAPYILIEHUIN
aMMHOKHUCIIOTHOTO 0OMeHa?

2.Yem oTiinyaeTcsl NpUHIMINAIBHO MEW03 U MUTO3?

3. Kak 3By4nT OCHOBHAs JOTMa MOJIEKYJIIPHON T€HETUKN?

. Ilo xakuM npu3HaKam KJIacCCU(PUUIUPYIOT HACIEICTBEHHYIO TaTOJIOTHIO?

. Kakas pons IHK u PHK B xpanenuu u nepenaue HaciencTBeHHOM nHGopmanun?

. HazoBuTEe OCHOBHBIE ATAIbI CHHTE3a OENIKa B KJIETKE.

. OCHOBHBIE XPOMOCOMHBIE OOJIE3HH.

. HazoBuTE OCHOBHBIE METO/IBI, TPUMEHSIEMbIE B KIIMHUYECKON T€HETUKE.

9. OcHOBHBIE UTOTH NpOrpaMMbl “I'eHOM dermoBeka’.

10.YTo Takoe JOMUHAHTHBIE U peLECCUBHBIE TeHbI? Kak peann3yeTcs: JOMUHAaHTHOCTb M PELIECCUBHOCTD
Ha MOJIEKYJISIPHOM YPOBHE?

11.B3aumoneiictBue reHoB. YTo Takoe KOAOMHUHAHHOCTD, AKMCTA3 U MOJIUMEPHSL.

12. Kak nmpoucxoauT peryisiius GyHKIMOHUPOBAaHUS pa3IMYHbIX TeHOB? UTO Takoe snureHeTuka?

03N DN K
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13.HacinencTBeHHOCTE ¥ U3MEHYUBOCTD.

14. KakoBa posb pa3au4HbIX KJIETOYHBIX CTPYKTYpP B pealu3alii HACIEACTBEHHOCTH?
15. OcHOBHBbIE TOHATHE T€HETUKU: T'€H, TEHOM, TalUIOTHII, T€HOTHII.

16. Pacckaxure o ponu caresumntHoit JJHK B opranuzanuu renoma.

17. IlonsaTre 0 MOHOTEHHBIX HaCJICACTBCHHBIX 6one3nax. Haubomaee gacto BCTpCHaromasACcsa MOHOI'CHHasA

HACJIEICTBEHHAs MaTOJIOTHsl.
18.MynbpTrdakTopraIbHbIe (CI0KHO HaceayeMble) 3a00IeBaHus: POJIb HACIEICTBEHHBIX U
pUOOPETEHHBIX (PAKTOPOB B 3THOMATOTCHE3E.

19. MeTtoap! BBISIBIICHUS TEHETUYECKUX BAPUAHTOB, ACCOLMUPOBAHHBIX C MYJIbTU(AKTOPUATILHBIMU
3200JIeBaHUSAMU.

20. AHanus cuemIeHus.

21. Yro Takoe aHANN3 acCOLHUAINNA TeHETHUYECKUX BAPUAHTOB C MYJIbTU(AKTOPHATLHBIMU
3abonieBaHusAMU?

22. MyKOBHCLIHI03: COLMAIbHO 3HAYMMOE MOHOT'€HHOE HACIIEICTBEHHOE 3a00JIE€BaHUE.

23. ®eHUTKEeTOHYPHS KaKk OCHOBHOE MOJIENIbHO 3a00JIeBaHKe IPYIIIbl HACIEICTBEHHX HAPYLICHH
oOMeHa.

24. bone3ns [layHna: Haubosee 4acTO BCTPEUYAIOLIUIICS XPOMOCOMHBIN CUHIPOM.

25. OCHOBHBIE XpPOMOCOMHBIE ayTOCOMHBIE CHH/IPOMBI.

26. OCHOBHBIE XPOMOCOMHbBIE TOHOCOMHBIE CHUH]IPOMBI.

27. Kakast pojib XpOMOCOMHOM HaTOJOTHH B TEPATOIOTHU?

28. 'enomubli uMIIpuTUHT. HazoBuTe mpuMepsl HACIEeICTBEHHON MMATOJIOTUH.

29. Ha30oBuTE OCHOBHBIE METO/bI 1A0OPATOPHON FEHETHKHU.

30. TILIP xak 6a3ucHBII METOT MOJIEKYJIIPHOUN reHeTHKHU. [[pUHITUIIBI U KOMITOHEHTHI.

31. [IAP® ananwus.

32. Dnextpodopes B arapo3HOM U MOJTUAKPUIAMUTHOM TelisiX.

33. IILIP aHanu3 B peaJbHOM BpEMEHHU.

34. AMmnuduKanMoOHHbBIE METOIbI MOJICKYJISIPHOM IeHETHKHU.

35. I'uOpuan3auoOHHbIE METOIBI MOJIEKYJIIPHOM T€HETHUKH.

36. HazoBuTe OCHOBHBIE METO/IbI AMATHOCTUKN MOHOT€HHBIX HACJIEJCTBEHHBIX 0OJIE3HEH.

37. AHK-nuarsocTrka u olieHKa TeHETHYECKOTO PUCKa.

38. IIpeumymectra [P nuarHocTUKHM MHPEKIIMOHHOMN MAaTOJOTHH.

39. OcHOBHBIE OMOXMMHYECKHE METOBI JMAarHOCTUKHU HACIEICTBEHHBLIX OOIE3HEH.

40. OcHoBHBbI€ ITpaBUiIa cOOpa, XpaHEHUs U TpaHCIOPTHUPOBKH OnoMaTepuana st JIHK nuarnoctuku.
41. Ha3zoBuTE OCHOBHBIE METO/bI BbI/IEJICHHSI HYKJIEMHOBBIX KHCIIOT.

42. Otmuuus [THP quarnoctuxu JIHK- nu PHK-conepxamux Bupycos.

43. MeTo/ipl CEKBEHUPOBAHHS.

44. Knaccuueckoe cekBeHUpoBaHue 1o Canrepy. O61acTb MpUMEHEHHS U OrpaHUUYEHHSI METO/Ia.
45. MaccuBHOe napajuieibHOEe CeKBeHHpoBaHue HoBoro nokoseHus (NGS).

46. Tlonstue o nepcoHN(PUIMPOBAHHON MeauLInHE. POk 1a00paTOpHON T€HETUKH.

47. IlepcorndunupoBanHas MEIMIIMHA TUPOKO PACIPOCTpaHEHHBIE 3a00JIEBAHMS.

48. Myranusi, no1uMopdu3M UIH FTeHeTUYECKUI BapuaHT?

49. I'eneTnveckrie BApuaHThl, aCCOLMUPOBAHHBIE C TIPEIPACIIONOKEHHOCTHIO K TPOMOOPHITHSM.
50. I'eneTnueckue BapuaHThI, ACCOLIMMPOBAHHBIE C IPEAPACIIOIOKEHHOCTBIO K THIIEPTOHUYECKOM
0011€e3HU.

51. OHKOreHeTHKa U NepCOHU(PUIIMPOBAHHAS MEUIIMHA.
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