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@OHJT OLICHOYHBIX CPEACTB COCTABIEH B COOTBETCTBHUH C (eAepalbHbIM TOCYIapCTBEHHBIM
o0pa3oBaTeNbHBIM CTaHAAPTOM 1O cHenuagbHocTH opauHatypel  31.08.06 JlaGopatopnas
Te€HETHKa, YTBEPKACHHBIM NpukazoM Munoopuayku Poccun Ne 1050 ot 25 aBrycra 2014 r., u ¢
ydaeToM TpeboBaHUi mpodeccHoHanbHOrO crangapra "CrenuamucT B 00JacTH KIMHUYECKOU
1a00paTOPHON TUArHOCTUKHU'", YTBEPKIACHHOTO MprkazoM MuHTpyaa Poccuu Ne 145n1 ot 14 mapta
2018 .

DOHJ1 OLIEHOYHBIX CPEJICTB COCTABJIEH:

Ne OUO JlomxHOCTh VYueHoe VYuenas
3BAHUE CTENEHb

Bopommnuna 3aBeayromas npodeccop JIOKTOp MEIUIIMHCKUX
Exarepuna CepreeBHa | kadenpoit HayK

MEIUIMHCKON

MHUKPOOHOJIOTHH U

KJIIMHUYECKOHN

mabopaToOpHOA

JUAarHoCTHKU
I{Bupenko Cepreit [Ipodeccop kadeapsr | mpodeccop JIOKTOp MEIUIIMHCKHUX
BacunbeBuu MEULHUHCKON HayK

MUKpPOOHOIIOTUH H

KJIMHUYECKOU

mabopaToOpHOA

JMarHOCTHKH
bazapusiii Bragumup | I'naBHbIN Hay4HbIH npodeccop JIOKTOp MEIUIMHCKUX
Bukroposuy corpyanuk ITHNJI HayK
CasenbeB Jleonung JIOTICHT Kadeapsl - Kanaunar
Hocudosnu MEAULUHCKON MEAULUHCKUX HAyK

MUKPOOHOJIOTHH U

KJIMHUYECKOU

1abopaTOPHOA

JAUAarHOoCTHKU

5. | Boponuna JIx060Bb npodeccop kadeapsl | JTOICHT JIOKTOp MEIUIIMHCKUX

['puropbeBHa MEJIULUHCKON HayK

MHUKPOOHOJIOTHH U

KJIMHUYECKOU

1abopaTopHO

JMarHOCTHKH

6. | ABepbsHoB Ouner ['maBHBII Bpau Kagmnnoar

KOpbeBuu I'AY3 CO «OIKb MEIHMIIMHCKUX HAyK

»

@DOH/T OLIEHOYHBIX CPEJICTB 0JI00pEH MPeACTaBUTENIMU MPOGECCHOHATHHOTO U aKaJeMHUIEeCKOT0
coob1ecTBa. PerieH3eHThI:

Cocuun [Imutpuii FOpweBuy, 1a.M.H, mpodeccop kabeapbl (akynpTeTcKoil Tepamuu Ne2,
npoUaToJOTUH W KJIMHUYECKOW JnaboparopHorr muarHoctuku @DOI'BOY BO  «llepmckmit
roCyJapCTBEHHBIN MEIMIIMHCKUM YHUBEpCcUTET UM. akajgeMmuka E. A. Barnepa» Munucrepcrsa
3apaBooxpaHeHus Poccuiickoit denepannu

Pabouast mporpamMma IUCIUILTAHEBI 00CYX/I€HA U 0100peHa:

- Ha 3acegaHud Kadeapbl MEAMIMHCKOH MHUKPOOHMOIIOTMM M KIMHUYECKOW J1abopaTopHOi
nuarHoctuku (mpotokoia Ne 1ot 16.01.2025.)

- METOJUYECKON KOMUCCUEHN criennanbHOoCTeN opAanHaTyphbl (mpotokost NeS ot 07.05.2025r1.)
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1.Koguduxkartop

Junaktuyeckas Kontponupyembie 3YH, HanpasieHHble Ha (HOPMUPOBAHUE KOMIIETCHIUN
eqununa (IE) 3uaTb Ymernb (bopmynuposka | Baagern [IpodeccuonanbHbIit
(popmynupoBka 3HaHUS M ykaszaHue | ymeHus u ykazanue [1K-, VK-) | (bopMmynupoBka HaBbIKa U | CTaHIApPT
I1K-, YK-) ykazanue [1K-, YK-) «CrienuanucT B
obnacTu
KJIIMHUYECKOU
nabopaTopHOI
JMArHOCTUKI,
JIE | Bompocsl OpranuzanyoHHast cTpykrypa | CdpopmupoBath OTYET u | HaBbikom anammsa | B/02.8
1 opranuzanuu | JaboparopHoil ciayxkObl. OCHOBHBIE | TPOAHAIU3UPOBATH 3¢ (heKTUBHOCTH B/05.8
paboter KJIJI | 3akoHOATEIIBHEIE, HOPMAaTUBHBIE, | nedaTenbHOCTh KJIJI JIESITEIIbHOCTH
MeTonuyeckue u npyrue nokymentsl, | YK1,2,3 I1K 1,4,8,9 nJabopaTopun
periiaMeHTUPYIOIUE  JICSITEIIbHOCTD VK1,2,31IK 1,4,8,9
ciyx0b1. CoBpeMeHHbIE TPOOJIeMbl U
OCHOBHBIE HaIpaBJICHUS
COBEpIICHCTBOBAHU, yIpaBlIeHUs
SKOHOMMKH U MJIAHUPOBAHUS CITYKOBI
YK1,2,3TIK 1,4,8,9
JE | Jlabopatopn | JlabopaTopHble TE€CTBI: ATambl, BUIbI, | OLIEHUTHh KIMHUYECKYIO HaspixoMm pacuera B/01.8
2 BIi TECT — | aHAIUTHYECKHE W JUArHOCTMUYECKHE | 3HAUUMOCTb PE3YJIHTATOB nokasaresnei kmuHuyeckon | B/02.8
OCHOBa XapaKTePUCTHKHU, METOJIbl UX pacueTa | J1a00paTOPHBIX UCCIIEOBAHUM; | 3HAUMMOCTHU B/03.8
nabopaToOpHO OCHOBHBIE COBPEMEHHBIE | OPraHU30BaTh U MIIPOBECTU 71a00paTOPHBIX TECTOB, B/04.8
1l TEHETUKH MIPEAHAIUTUYECKUE U AHAIUTUYECKUE | KOHTPOJIb KayecTBa IIpe- U HaBbixkamu untepnperanuu | B/05.8
TE€XHOJIOTUU KJIMHUYECKUX | aHAJIMTHUYECKOTO 3Tara pE3yJIbTAaTOB
1a00paTOPHBIX WCCIIEIOBaHM; | BBIMOIHIEMbIX UCCIEIOBAaHUM; | JaOOpaTOPHBIX
Cuctema oOecrieueHHs]  KaudecTBa. HCCJIEIOBaHN B
Ocobennoctu o6cnenoBanns | YK1,2,3TIK 2,5,8 3aBUCHMOCTH OT
MalMeHTOB Ha JTanax CKPUHMHIA, KIIMHUYECKON CUTyalluu
JMarHOCTHKH, MOHUTOPHUHTA. (CKpUHUHT, TUAarHOCTHKA,
VK1,2,31IK 2,5,8 MOHHUTOPHHT).
VK1,2,3TIK 2,5,8
JE | MonekynsipH | CTpyKTypa U CBOWCTBA HYKJIEHHOBBIX | AHaJIN3 NEepBUYHOM CTpYKTyphl | Onenka  momumopdusma | B/01.8




3 ble  OCHOBHI | KucioT. Bropuunas crpykrypa JHK. | JIHK u e€ pynkuun. JIHK. Kommnbrotepaoe | B/02.8
HacnenctBeH- | [lepBuyHasi, BTopyuyHasi, TpeTUYHAS XapakTepuCTUKU omnpeneneHue  neppuvHOU | B/03.8
HOCTH. ctpykrypa PHK. ®yHkunonanbHbie TpaHckpunroma. [IpuknanHoe | CTpyKTypbl Oenka. | B/04.8

aneMeHThl reHoma. Peanuzanus [JHK | ucnmons3zopanne PHK- Uccnenosauue smurenoma. | B/05.8
KaK '€HETHYECKOIo MaTepuaa. uHTepHEPEHINH. YK-1,2,3,IIK- 5,6
I'ens! uenoBeka. CekBeHupoBaHue Oenka Kak

Knaccudukanus aMMHOKHCIIOT. METO/]] yCTaHOBJICHUS

CgolicTBa aMUHOKHUCJIOT. MEPBUYHOUN CTPYKTYPHI.

I'eneTnyeckuii KoJI, €Er0 CBOMCTBA. VK-1,2,3,IIK- 5,6

Perynsius sxcnpeccuu TeHoB.

Perynsuus akTHBHOCTH F'€HOB y

MIPOKAPUOT. DNMUTEHETUYECKUE

Mo (DHUKAITHIH.

YK-1,2,3,IIK- 5,6

JE | Huronoruuec | CTpyKTypHO-(QYHKIIMOHATbHAS Metonrsl nccinenoBaHusa HaBpikom mpoBenenuns u | B/01.8

4 KM€ OCHOBBI | OpraHU3alLUs XPOMOCOM UYEJIOBEKa. KapuoTHIla OLICHKH pesynbTaroB | B/02.8
HaciencrseH- | [lonsatue o kapuorune. Perysanus VK-1, I[IK-6 aBTOMAaTHU3UPOBAHHOTO B/03.8
HOCTH. (a3 KJIETOYHOTr0 LIMKIIA. LUTOTEHETUYECKOTO B/04.8

Pa3HOPOIHOCTH XPOMOCOMBI. B/05.8
YK-1, IIK-6 YK-1, IIK- 6
JE | I'ensl U | 3aKOHBI IIepeauu HaCIEICTBEHHBIX MonexynsapHo- Onenka reHernueckux | B/01.8
) MIPU3HAKU MIPU3HAKOB. LUTOT€HETHYECKast MOCIIEACTBUM B/02.8
B3anMoznencTere HeauleNIbHBIX T€HOB. | XapaKTepUCTUKA CUHIPOMOB, VYK-1IIK-5,7 B/03.8
I'enbl — Mo UKATOPBHI. CBSI3aHHBIX C aHOMAJIUSIMHU B/04.8
®opMupoBaHue XpoMocoM.. DakTopsl, B/05.8
npu3Haka.MexaHn3Mbl TepaToreHe3a. | IPUBOJAIINE K BOSHUKHOBEHUIO
MyTannoHHas U3MEHYUBOCTh. TUIIBI | CHOHTAHHBIX MYyTallui y
TF€HOMHBIX ¥ XPOMOCOMHBIX MyTallUi. | yermoBeka. MeToibl
Myrarenes. JledexTsl cucTemMbl OIIpEAEIEHNUS CTIOHTAaHHBIX
penapaiuu 1 00JIe3HH CBSI3aHHbBIE C MyTalHH.
HUMH. YK-1
YK-1, [IK-5,7 I1K-5,7
JIE | buoxumudec | OCHOBHBIE IIPOIECCH MeTaboIM3Ma Omnpenenenue onoxumuueckux | HaBbikoM Banvaanuu B/01.8




6 KHe OEIKOB, JINTIHUJIOB, YTIIEBOJIOB U HX rokasarejieii Ha pe3yabpTaToB Onoxummuyeckux, | B/02.8
HMCCJICAOBAHU | pEeryJsaluU, NOoAACpKaHus BOJHO- MIporpaMMUpyeMoM GoTomMeTpe | IMMYHOXUMHUYCCKHUX B/03.8
o MHUHEPAIBHOT0, KHUCIOTHO-IIEJIOYHOTO | METOJIaMH KOHEYHOM TOUKH, uccieoanmit. Hapbikom B/04.8

PaBHOBECHS; (PMKCHPOBAHHOTO BPEMEHH M BBIAB/ICHMA MHTEPQEPEHII. | B/05 g
JMarHOCTHYECKOE 3HAUCHUE KUHETHUKOH. IIpumenenne
omnpezaeneHus: GepMeHTOB, TOpMOHOB, | OnpeseneHne OMOXUMHUECKUX 6H0XHMH%CK3’IX
OMOJIOTUYECKH AaKTUBHBIX BEIIECTB IoKazareseu Ha MCCIACNOBAHMH U
nabopaTopHbIE MOKa3aTenu 6MOXMMHYECKOM aHam3aTope | 1CPHHATATIBHOTO
HapyIIeHNi oOMeHa BelIecTB, BOJHO- | METOJIaMH KOHEYHOM TOYKH, CKpHHHHIA, paHHCH
MUHEPAIBLHOT0, KUCIOTHO-IIEJI0YHOT0 | (PMKCUPOBAaHHOTO BPEMEHH U AUArHOCTHKH, OLCHKH
rOMEocTasa; KHHETHKOIA. ddexTuBHOCTH TEpATHU 1
[IpuHUUIIBI METOJIOB: ONTHYECKUX Onpenenenne cneruduueckux | MOHHTOPHHIA COCTOAHIA
METO/IOB HCCIICIOBAHMS, GEJIKOB, TOPMOHOB, [HalueHTa IpH
ANEKTPOXUMUYECKUX, INEKTpodopesa, | OHKOMAPKEPOB, BPOKACHHBIX I
xpomarorpaduu, Macc- MMMYHOXUMHUYECKUMHU HACICACTBCHHBIX
CHEKTPOMETPUHN, UMMYHOXUMUYECKUX | METOJAAMU — Ha sabonepannsix. Metoarr
CrenugudecKnue METO/bI, 6MOXMMHYECKOM aHanu3arope, | OHSAMOAMATHOCTHKH,
MIPUMEHSAEMBbIE ISl TUarHOCTHKU Ha UMMYHOXHUMHYECKOM TIPUMCHACMBIC AT
00s1e3Hel KIETOYHBIX OpraHesI aHaJIM3aTope, C MOMOILBIO sbuentenns HbO
VK1, 1IK 2,5,6,7 MOJTyaBTOMATHYECKOTO YKI, 1K 2,5,6,7

KOMILJIEKTa C UCTIOJIb30BAHUEM

96-TH TYHOYHBIX IJIAHIIIETOB.

MeTto1pl TpOrpaMM MaccoBOTO

npocenBanug Ha KV,

TUIIOTUPEO3, TATAKTO3EMUIO,

aJPEHOTCHUTAJIbHBIA CUHIIPOM,

MYKOBHCIIMI03

YK1, I1K 2,5,6,7

JE | MonekynsapH | [IpuHIMNIBI MOJIEKYJIIPHO- MynbTUIUIEKCHAS VYcnoBus, ochHamenue u | B/01.8

7 o- T€HETUYECKUX METOJIOB. aMIUTU(UKALHS JTUTA3HO TeXHUKa 6e3onacHocTH npu | B/02.8
reHernuecku | [lonmumepasHas mienHasi peakuusi. cBs3anHbIX 1pob6 (MLPA- MPOBEACHUHN MOJIeKyJsipHO- | B/03.8
€ METO/IbI ®parmentHbiit ananu3 JIHK. aHanu3). AHAJIN3 HKCIPECCUU TEeHETUYECKUX B/04.8
nccnenosanu | MaTepnperanus pe3yiabTaToB. reHoB. [IpuHIUIIBI U cTOCOOBI uccinenoBanuii. Beraenuts | B/05.8
u Merto1bl onpeiesIeHus cexkBenuposanus JTHK. JIHK/PHK u3




IIOCJIEI0BATEIIbHOCTH HYKJIEHHOBBIX
KHUCJIOT. XPOMOCOMHBIM
MUKPOMATPUYHBIN aHAIIN3.
CekBEeHMpPOBAaHNUE HOBOT'O ITOKOJICHHUS.
['eHOMHas JaKTHIIOCKOMHUSL.
['uGpunn3anoHHbIE METOIBI.
[Ipsambie u kocBeHHbIE MeToAbl JJHK-
JUArHOCTUKU. MeTozsl
KapTUPOBAHUs '€HOMA YEJIOBEKA
BricokomnpouieccuBHOE
cekBeHupoBaHue. OCHOBHBIE
KOMIIbIOTEPHBIE CPEICTBA
BU3yaJIM3alUU U
aHAIM3aHYKJICOTUAHBIX
IIOCJIEI0BATEIbHOCTEM.
MonekyIsipHO-TeHETHYECKUE METO IbI
B ITUarHOCTHKE, BBIOOpE Tepanuu u
OLIeHKH €€ (P (HEKTUBHOCTH MIPH
BUpPYCHBIX renarurax, BIY-
MH()EKINH, TPUPOTHO-0YaroBbIX
WH(DEKIHiA, XITaMUI103a U
MUKOIUTa3MEHHOW MH(EKIINH, Teprec-
BUpYCHBIX HH(pekuuii. [TLP
JUAarHOCTHKA B OHKOJIOTHUH U

Mertobl BBISIBIICHUS TOYKOBBIX
myTtanui. Ctpareruu
KapTUPOBAHUS F€HOB YEJIOBEKA
Y METO/JIbI ITOJIHOT€HOMHOT'O

CKpUHUHTA.

.YK-1,IIK 2,5,6,

Oonomarepuana

[IpoBectun [P c
JIeTEeKIUen
anektpodopesom u 1P B
pealbHOM  BpEMEHU
HaBbikom OMHCAHUA

PEe3yIBTATOB MOJIEKYJIIPHO-
reHeTHYECKUX TecToB.YK-
1, IIK 2,5,6,

(bapMakoreHeTHkKe
YK-1, 1K 2,5,6,
JE | HHutorenernu | KapunorunupoanneMapkepHbie [lokasanua 1 HanpasieHus | [TpuHOIMIBL 3anucu | B/01.8
8 €CKHI MeTOZ | XpoMocoMBl. [1o10BOM XpOMAaTHH. Ha aHanu3 KApUOTHIIA... | KApUOTHUIIA (ISCN). | B/02.8
I'uOpuanzanus HykJIeMHOBbIX kucinoT | Crenuduka a"Hanuza | Juddepennmnanpuas B/03.8
in situ. IHK-301161. MeToIBI OTAEJIBHBIX BApUAHTOB | OKpacKa xpomocom. | B/04.8
MoJIy4eHus (pparMeHTOB FreHOMHON XPOMOCOMHOTO [Iporokon xpomocomHoro | B/05.8
JIHK: xnnoHupoBaHue B BEKTOpax, noauMopdusma. VYMmeTs | aHanu3za.
MIPOTOYHAs TUTOMETPHS, BBITIOJIHUTh [{uTorenernueckue
MHUKPOJHMCCEKLIUsl MeTada3HbIX MMMYHOJIOTHYECKHE METO/IbI HCCIIEI0OBAaHUs




XpPOMOCOM, OJIMTOHYKJICOTHUIHBIN
cuHTe3. Buabl u criocoOsl

HUCCICIOBaHUA C
HCIIOJIb30BAHHUEM  IIPOTOYHOT'O

IIOJIOBOT'O
XpOMAaTHHA,XpOMOCOMHOI'O

¢dayopecuentHoro meueHus JJHK. nuToMeTpa, (IIFOOpPECIICHTHOTO | Habopa  DiyopeclieHTHas
JAHK-30H1b1, UCTIOTB3YEMBIE JJI5 MHKPOCKOIIA. VYMeHs | in situ  TuOpuaM3aKs
JIMarHOCTUKU XPOMOCOMHBIX BBINOJIHUTh onpenenenue | (FISH). HaBbikom omenku
anoManuii. OcHoBHbIe ATanbl FISH. CEpOJIOTUYECKUX MapKepoOB | pe3yJIbTaTOB
MHnorousetssle TexHosorun FISH MHQEKIUI C MCIOJIb30BAaHUEM | IUTOTCHETUYECKUX
(MyJBTHIUIEKCHASL, MHOTOLIBETHBIN aBTOMATHHUPOBAHHBIX UCCIIETOBaHMIA.
O9HIMHT) U X IPUMCHEHHUE B nMmmyHoxumudeckux cucrem u | YKI, I1IK 2,5,6
KIIMHUYECKOU JUarHOCTHKE. c MIOMOIIbIO
Cunrenus. Ilokazanus k [10JIyaBTOMAaTUYECKOTO
MOJIEKYJISIPHO-IIUTOT€HETUYECKOMY KOMIUIEKTa C HCHOJb30BAaHUEM
aHam3y uHTepdazHeix sep. YKI, 96-TH TyHOYHBIX IJIAHIIIETOB
11K 2,5,6 YK1, 1K 2,5,6
JE | UmmyHorene | [lonstue o0 wuMMyHHOM cucrteme. | UMMyHOLIUTOXUMHUS, HagbsikoM ompenenenus | B/01.8
9 tuka. HLA- Mertonsl paboThl C O0enkaMu. | UIMMYHO(DITyOpeCleHIIHS. HLA-aaTUreHoB u | B/02.8
TunupoBaHue | AHturensl U reHsl cucteMbl HLA, | [IpoTounas nuromerpusi. TPAaKTOBKU pe3ysbTaToB ux | B/03.8
METOIbI OIpeICIICHUS. Oo6mactu | YK1, IIK 5,6 CEpPOJIOTUYECKOTO u | B/04.8
MIPUMEHEHUS], 3HAYCHHE B MOJIEKYJISIPHO B/05.8
TPaHCILIAHTOJIOTHH. OMOJIOTHYECKUX METOJIOB.
YK1,TIK 5,6 YK1,TIK 5,6
JE | Opranuzanus | Opranuzanusi oMo OOJIbHBIM € 3agaun u ¢Qynkouu menuko- | [lokazanus wu  mopsnok | B/01.8
10 | menuxo- BPO’KJCHHBIMU U HACIIEACTBEHHBIMU TEeHETUYECKUX LUEHTpOB. | HanpaBieHuss Ha MCD. | B/02.8
TeHETUYECKO | 3a00JIEBaHUSIMH U UX CEMBSIM. HopmaruBuble nokymenTsl B | ComumansHoe obecnieuenue | B/03.8
1 IIOMOIIHA MenumuacKas CTaTUCTUKA U oOJactu MEIUIIMHCKON | OOJIBHBIX c | B/04.8
HACEJIEHUIO npobemsl iemorpapuu. F€HETUKH. YYeT, OTYETHOCTh M | HACJIEICTBEHHOU B/05.8
I'enernueckue perucTpsl BEJICHUE JNOKyMeHTauuu. | naronoruei. Ilpomaranma
OcHalleHne MeIMKO-TeHETHYECKUX Opranmzanus Tpyda Bpada- | MEAMKO-TEHETUUECKHUX
LIEHTPOB. TeHeTHKa. 3HAHUU Cpeu HaceleHUs U
VK-1,2,3, I1K-2,7,8,9,10 MEAUIIMHCKUX PaOOTHUKOB.
AHanu3  AesATEeNTbHOCTH
MEANKO-TEHETUUECKUX
KOHCYJIbTallUM.
JE | Menuko- OTudecKue BOIPOCHI PU MEUKO- [TpuHIHD Pacuer pucka npu B/01.8
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TEHETUYECKO
e
KOHCYJIbTUPO
BAaHHE

TCHETUYECKOM KOHCYJIbTUPOBAHHUH.
[TpUHIMITBI TUATHOCTUKH
HACJICACTBEHHBIX 0OJIC3HEH.
Jloka3aTelIbcTBa POJIM FEHETHIYCCKUX U
CpeNOBBIX (PAaKTOPOB B Pa3BUTUHU
natojiorud. OnpeseneHne MeJIMKo-
TeHETUYECKOTO PUCKA JUISI TOTOMCTBA
P BPOXKJICHHBIX MIOPOKAX Pa3BUTHS.
I'enb1, accoMUPOBAHHBIC C BBICOKUM
PHUCKOM pa3BUTHs paka. MOHOTEHHBIC
1 MyJIbTU(AKTOPHBIE POPMBI
3JI0KAY€CTBEHHBIX HOBOOOPA30BaHHUH.
MYyTareHHBIX ¥ TePATOTCHHBIX
BO3JEUCTBUSIX.

O dhexkTuBHOCTH METUKO-
TCHETUYECKOT0 KOHCYJIbTHPOBAHUSI.
YpoBeHb MOHUMAHHS METUKO-
FCHETUYECKOTO 3aKITFOUCHHUSI.

VK-1,2,3
I1K-2,4,7,8,9

KOH(HICHIINATILHOCTH PAOOTHI
Bpaya-reHeTuKa
KoncynpTupoBanue
HOCHUTEJIHUL] MyTallUi B FEHAX,
pu MyJIbTH()AKTOPHOM
natosnoruu. KoncynstupoBanue
MIPU HACIIEICTBEHHBIX
OITyXOJIEBBIX CUHAPOMAX.
WupopmMannoHHO-TIONCKOBEIE
JIMAarHOCTHYECKUE CUCTEMBI.
OcobeHHOCTH METUKO-
TeHETUYECKOTro
KOHCYJIbTUPOBAHUS
CYIIPY’KECKOH Mmapbl Ipu
HaTpaBJICHUN HA
BCIIOMOTATEJIbHbIE
PETpPOTyKTHBHBIE TEXHOJIOTHH.
VYK-1,2,3

I1K-2,4,7,8,9

HACJIEICTBEHHBIX 00JIC3HAX
C MEHJIEJIEBCKUM THIIOM
HACJICJOBAHUS.
KoncynsTupoBanue
reTePO3UTOTHBIX
HOCHUTEJICH pelieCCUBHOM
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2. ATTecTallMOHHbIE MATEPHAJIBI
2.1 HPUMEPHBI TECTOB 11O JUCHUTIJIMHE

Hucmpykyua: BbiOpaTh 0JMH NPaBWIbHbBIN OTBET:

Tecmoesoe 3a0anue Ne 1 : 3axon byrepa-JlamOepra-bepa onpenensieT 3aBUCUMOCTb:

A) K03 duiieHTa MOJIAPHONU SKCTUHKLIMU OT CHEKTpa MOTIOUICHHS

B) koHIIeHTpany BelecTBa B pacTBOPE OT TOJIIUHBI MOTJIOIMIAOIIETO CIIOS

B) abcopOrnu oT K03 hULMEHTa MOJISIPHON SKCTHHKIIMHA U TOJIIIAHBI TIOTJIOMIAONIETO CII0S

[') abcopOuuu OT KOHIIGHTPAIMH BEIIECTBA B pacTBOpe, Kod(hduimeHTa MOISIPHON SKCTUHKIIUU U
TOJIIIMHBI TIOTJIOMIAIOIIETO CII0s

J1) KOHIIEHTpallUK BEIIECTBA B PacTBOpe OT KOI(PPHUIMEHTa MOJISIPHONW SKCTUHKIUU M TOJIIUHBI
MOTJIOUIAIOIIETO CIIOS

Hncempykyus: BpiOpaTh 01MH NPaBUJIbHBINA OTBET:

Tecmoegoe 3a0anue Ne 2 : B cucreme CU akTHBHOCTH (DEPMEHTOB ONPEACISIIOT B CIETYIONINX
eIMHHLAX:

A) En/n)

b) karan

B) Mxmons/n

I') mMr/mn

JHOMME/Mn

Hucmpykyua: BplopaTh 01MH NPAaBUJIbLHBbIN OTBET:

Tecmoegoe 3a0anue Ne 3 : O xakom 3a00JI€BaHUH UAET PEYb, €CIH Y OOJHFHOTO YBETHUEHO
OTJIOKEHHE TIIMKOTeHA B MBIIIIIAX, BEIpaXKEHHAs! yTOMIISIEMOCTh U (PU3NYECKOl Harpyske,
OTCYTCTBHUE 3aMETHOTO BO3PACTaHMS B KPOBH YPOBHS JIAKTATA MMOCIIE PU3NUECKUX yIPaKHEHHI?
A) caxapHblit 1uaber 1 Tuna

b) caxapubiii uabet 2 Tuma

B) rimkorenos

I') myxoBucLe103

J1) runeptupeos

Hucmpykyus: BpiOpaTh 01MH NPABUJILHBIN OTBET:

Tecmoesoe 3a0anue Ne 4 . Meton TypOUIUMETPUIECKOTO U3MEPEHUS OCHOBAH Ha!
A)u3zMepeHHH MPOIIEAIIEro CBeTa Yepe3 AUCIIEPCHYIO CpelLy

b) u3aMepenny HHTEHCUBHOCTH M3ITyUYEHHOTO B MPOIIECCE aHallM3a CBETa MyTHBIMH CpeaMHU

B) u3mepeHnn HHTEHCUBHOCTH OTPAaXXEHHOTO B MIPOIIECcCe aHaIn3a CBeTa MyTHBIMH CpeJlaMU

I') u3mepenun nokasaresns NpeaoMIICHHs OTPAKEHHOTO B MPOIIecce aHaIN3a CBETa MyTHBIMU
cperamu

J1) n3mepeHuu U3MEHEHUs yIJia BpallleHus OTPakeHHOTO B MPOIECCce aHAIN3a MOJISIPU30BaHHOTO
CBETa MyTHBIMH CpElaMHU.

Hucmpykyus: BpiOpaTh 01MH NPABUJIBHBIN OTBET:

Tecmoesoe 3a0anue NeS : B ocHOBe aHallM3a C MCHOJIB30BaHUEM IMOJIMMEPA3HON LEMHON peaklun
UCIIOJIB3YETCS :

A)nonumepusanus MOJIeKy

B)paznuunas ckopocTh IBHKEHHUS MOJIEKYJT

B)B3anmMojeiicTBe MEXK/y aHTUTEHOM U aHTUTEIIOM

I")BenuunHa 3apsiia MOJIEKYJIbI Oenka

Jl)xonupoBanue crienu(puIeckux y4acTKOB MOJIEKYJIbl HYKJIEUHOBOM KHCIOThI



Hucmpykyus: BpiOpaTh 01MH NPABUJIBHBIA OTBET:

Tecmoesoe 3a0anue Ne 6 : Kito4eBBIM MOMEHTOM B HMMMYHOJIOTHYECKMX METO/aX
peakius:

A)ruaponusa

b)BKiIt0UeHUsT KOMITJIEMEHTA

B)B3aumoeiicTBus aHTUTEHA C aHTUTEIIOM

[N dochopunrposanus

J) npeuunuTain

Hucmpykyua: Bviopams 00un npasunvHbwlii omeem:
Tecmoesoe 3a0anue Ne . Tanaccemus — 3TO:
KaueCTBEHHAasi reMOrJI00MHONATHS

HaJU4Khe aHOMAaJILHOTO TeMOTJI00MHa
KOJIMUECTBEHHAs! TeMOTJI00MHOMATHUS

CTPYKTypHasi TeMOTJIOOMHOTIATHS
reMOrJIOOMHOOUHY PHSI

SEERR P

Hucmpykyua: Bviopames 00un npaguivhulii omeem:

Tecmoegoe 3a0anue Ne8.  Ilo ayTOCOMHO-PELIECCUBHOMY THUITY HACIEIYIOTCS:
A. BpoxaeHHbIE IOPOKH cepaLa

b. Onunencuu

B. [Tunopoctenos

I'. Cemeiinas smMmpuzema Jerkux

J. ®eHunkeTonypus

Hucmpyxkyua: Bviopamy 00un npaguivHwlii omeem:

Tecmoeoe 3a0anue Ne9. 1lo ayTOCOMHO-TOMUHAHTHOMY THITY HACTIEAYIOTCS:
A. uzoppenus

b. Dnunencus

B. I'mnmocnamus

I'. Arenesus nouek

. Axonapornasust

Hucmpyxkyua: Bviopams 00un npaguivHwlii omeem:
Tecmoegoe 3a0anue Ne 10. C X-XpoMOCOMOH CLIEIUIEH T€H:
A. AIpeHOTreHUTaILHOTO CHHAPOMA

b. l'emodunuu A

B. Cunapoma Knaiindenprepa

I'. Cungpoma llepemesckoro-TepHepa

. Cunapoma reMmopparuyecKou TeaeaHrn03KTU3NN

Hucmpykyuna: Boviopame 00un npasunvuviii omeem:

Tecmoegoe 3a0anue Nell. JIpeiid reHOB cBsI3aH:

A. C ypoBHEM MYTallMOHHOT'O TIpoLecca

b. C ypoBHem orbopa

B. Co cny4daliHBIM pacnpeieJIeHUEM T€HOB B MOIYJISLUN MaJoro pasmepa
I'. C napyuieHueM MaHMUKCUHU

Hucmpykyus: Buiopams 00un npagunsuulit omeem:

ABJIACTCA

Tecmoesoe 3a0anue Nel2. Ilpu ananuze MetadasHbIX MTACTUHOK HAWIEHO 9 KIIETOK ¢ HOPMAJIbHBIM
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kapuotunom 46,XX, a Takxke J1Be ¢ Tpucomuen 21 XxpoMocoMbl. [[uToreHeTuu4eckn 3T0 COCTOSTHUE
TPaKTyeTCs Kak:

A. HopMalibHBIN KapUOTHUIT

b. Mozanuusm

B. Tpucomus o 21 xpomocome

I'. Heo6x01uMo IpOBECTH IIUTOT€HETHYECKOE 00CIeI0BAaHIE POAUTENCH

J1. Heo6xo1MMo0 yBETMYHUTD YUCIIO AaHATTU3UPYEMBIX MeTa(a3HbIX IUIACTUHOK, a

TaKXKe MPHUBJICYb METOBI aHAIM3a HHTEP(A3HBIX siJIep ¢ MOMoLIbio pod crenudpuueckoit JJHK

Hucmpykyua: Boibpames o0un npagunvhulii omeem:

Tecmoesoe 3a0anue Nel3. Cexsenupopanue JJHK npencrapisier co6oii:

A. Ornipezenenue nociaea0BaTeIbHOCTH aMUHOKHUCIIOT B IPOJYKTE CTPYKTYPHOTO TeHA
b. Onpenenenue nocienoBareabHoCcTH HykiaeoTuaoB JJHK

B. Meton «copTUpPOBKH" XpOMOCOM

I'. Uccnenoanue B3aumonciicteus JJHK ¢ 6enkamu

Hucmpykyua: Bvibpames 00un npaguibHulii omeem:

Tecmoesoe 3a0anue Nel4. ]Ins BbIsIBICHUS HApYIICHU aMUHOKHCIIOTHOTO OOMEHa Haubosiee
MH(OPMATUBEH METO/I;

A. llutoreHeTr4eckoe UCCICIOBAHNE

b. UccnenoBanue 6eMKOBOTO CIEKTpa MIa3Mbl KPOBU

B. UccnenoBanue KpoBU U MOYH Ha CBOOOHBIC aMUHOKHUCIIOTHI

Hucmpykyua: Bviopames 00un npagunvhulii omeem:

Tecmogoe 3a0anue Nel5. AHOManuyu XpOMOCOMHOI0 Habopa 0OHapyKMBAIOT IPU CUHIPOME:
A. YucTol qucreHe3ny roHa

b. ITonHo# TecTUKYsIpHON (PeMUHU3ALUT

B. HenonHoit TectukynsipHoit pemMuHu3zanuu

I'. CMemanHOM qUCTEHE3NH TOHA

. HenomHoM MacKyIMHU3ALNAN

Hucmpyxkyua: Bviopamy 00un npaguivHwlii omeem:

Tecmoegoe 3a0anue Nel6. JlopoA0OBYIO TUArHOCTUKY I10JIa TIJI0JIA CIEIyeT PEKOMEHI0BaTh MIPU:
A. AnpeHOreHUTaIbHOM CUHJIpOME

b. Cungpome Hynan

B. Cunnpome TecTukysspHON (heMUHU3ALNN

I'. Cungpome Jlayna

Hucmpykyusa: Boiopamb 00un npaguivHvlii omeem:

Tecmoesoe 3a0anue Nel7. OquH U3 NEPEUNCICHHBIX HUXKE CUHIPOMOB HEJb3sl JTUArHOCTUPOBAThH C
MIOMOUIBIO UCCIIEJOBAHMSI KJIIETOK aMHUOTUYECKON KHUIKOCTH:

A. Cunapom Jlayna

b. Cunapom Mekkens

B. bonesns Tea-Cakca

I'. Mykononucaxapuaos I tumna

Hucmpykyus: Boviopamb 00un npaguivHvlii omeem:

Tecmoesoe 3a0anue Ne18. [Ipu nporpeccupyroniel MelmeYHon quctpodum [lronmeHHa:
A. B nmro60# cTanuu 3a00neBaHUS TUArHOCTUPYETCS BHIPAKEHHOE YBEITUUCHHE
YPOBHS CBIBOPOTOYHOM KpeaTHHKUHA3BI

b. YpoBeHb kpeaTHHKHHA3BI 0COOEHHO 3aMETHO YBEIUYCH B MEPHO]] HAPACTAHHS
KJIIMHUYECKUX CUMIITOMOB
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B. YpoBeHb kpeaTHHKINHA3bl HaNOOJIEE MOBBIIIEH B JOKIMHUYECKON CTaAun 3a00JIeBaHuUs
I'. YpoBeHb KpeaTMHKMHA3BI HAUOOJIEEe BRICOK B KOHEUHOU CcTaanu 3a00JIeBaHUS

J. YpoBeHb KpeaTUHKMHA3bI TOCTENIEHHO MMOBBIIIAETCS C MOMEHTA MPOSIBICHUS

MEPBBIX ITPU3HAKOB 10 KOHEYHOU CTaguun

Hucmpykyua: Boiopames o0un npagunvhulii omeem:

Tecmosoe 3adanue Nel9. IlpenaranbHas AWMArHOCTHKA C IOMOIINBIO MOJICKYJSIPHBIX 30H]IOB
BO3MO>KHA TPH:

A. Cunnpome Anepa

b. Cunnpome JlyboButiia

B. Xopee I'entunrrona

I'. Cunapome Mekkenst

. Cunapome ankoroJibHOTO 1012

Hucmpykyua: Bviopames 00un npaguivhulii omeem:

Tecmoegoe 3a0anue Ne20. CaMbIMU Ba)KHBIMU TTOKa3aHUSMU K TIPOBEICHUIO [IUTOT€HETUYECKOM
MpeHaTaIbHOW TUAarHOCTUKY II0/1a SBIISFOTCS:

A. Hannume B ceMbe IpeapIayIIero pedeHka ¢ XpoMOCOMHON MaTOJI0Tuei

b. Yrpo3a npepsiBanus GepeMeHHOCTH

B. Bupycnoe 3a0osieBanue, nepeHeceHHOE MaTephio B 1-2 TpuMecTpe 6EpeMEHHOCTH

Hucmpykyua: Bviopams 00un npasuivHulii omeem:

Tecmoesoe 3a0anue Ne21.]Ins nabopaTOpHON AMATHOCTUKH MYKOBUCIIU103a IPUMEHSIETCS BCE
MEPEYUCIEHHOE, KPOME:

A. OnpeneneHns UMMYHOPEAKTUBHOTO TPUIICHHA

b. Omnpenenenust >eKTPOTUTOB MOTA

B. BrrsaBrienus xxupa B Kaje

I'. Onpenenenust akTUBHOCTHU MUILIEBAPUTETBLHBIX (PEPMEHTOB B KaJie

. Tecra ¢ ueTWIIMUPUAUMHXIIOPUIOM

Hucempykyua: Bviopame 00un npagunvhulii omeem:

Tecmogoe 3adanue Ne22.  JIMarHOCTHUYECKUM J1aO0OPATOPHBIM KpUTEpUeM (EHUIKETOHYPHH
ABJIAETCS:

A.Ilorbem ypoBHS (peHMITHIpa3NHA

b. 'unep¢enunananuneMus

B. JlelikonuTo3

I'. IloBbllIEHUE YPOBHS TUPO3UHA

. ITogbeM ypOBHSI TOMOT€HTU3MHOBOM KUCIOTBI

Hucmpykyuna: Boviopame 00un npasunvuviii omeem:

Tecmoegoe 3a0anue Ne23. K mMeTomgaM MaccoBOTO IMPOCEHBAaHUS HA (PEHHIIKETOHYPUIO OTHOCSTCS
BCE

BBIILIEIIEPEUNCIIEHHOE, KPOME:

A. ABTOoMatuueckoi QiryopumeTpun

b. Tecra I'atpu

B. TonkocnoiiHoi# xpoMaTorpaduu

I'. Onpenenenus cieKTpa aMUHOKHMCIIOT HA aMUHOKUCIIOTHOM aHAJIN3aToOpe

2.2. TIPUMEPBI CUTYAIIMOHHBIX 3ATAY 110 JUCHUIUIMHE
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3aoaua 1. Jlour remoduivka MMEET IBYX 3I0POBBIX CBIHOBEH W OJHY 3I0pPOBYIO 104Yb. PHCK
pOXKIeHMSI OOJILHOTO ChIHA Y KOHCYJIBTUPYIOIICHCS COCTABIISCT:

a) PUCK JJIs CbIHA OTCYTCTBYET;

0) 50%;

B) 25%;

r) 12,5%;

1) 100%.

3aoaua 2. O6Ga cynpyra 370pOBbI, HO KOKABIA U3 HUX UMEET CHOCOB, MOPAKCHHBIX OJIMHAKOBOM
ayTOCOMHO-pPELECCUBHON (hopMON MUrMeHTHOro peTuHHTa (y Myka OOJBHBI OpaT M cecTpa, a y
KeHbI 00JIbHA cecTpa). Puck poxkaeHus 6071pHOTO peOeHKa B JTaHHOM OpaKe COCTaBIISET:

a) Bce JeTH OyAyT OOJIbHBIL;

0) 3/4;

B) 2/3;

r) 4/9;

) 1/9.

3aoaua 3. B cembe, r1e y OTIIa BTOpasi, pe3yc-MOJI0KUTEIbHAS IPyNa KPOBHU, a Y MaTepu TPETh,
pe3yc-TIOJOKHUTEIbHAS, POAMICS pPEOCHOK C TMEpBOH pPe3yC-OTPULATENFHOW TPYyNIoOil KpOBH.
BeposiTHOCTH TOTO, 4TO y clenyromero peoOeHka OyaeT ueTBepTas pe3yc-TMOJI0KHUTEIbHAs TPyIINa
KPOBH, COCTABIISICT:

a) 4/9;

0) 1/9;

B) 3/16; 81

r) 1/16;

) 1/11.

3aoaua 4. XeHuHa uMeeT JBYX ChIHOBEH, OOJBHBIX MbIIIEUHOM nuctpoduelt [romeHHa, u
3JI0POBYIO 04Yb. PHCK poskaeHus emme 0AHOro OOJIBHOTO ChIHA COCTaBIISET:

a) 100%;

6) 50%;

B) 25%;

r) 12,5%;

1) BCE MAJIbUUKH OYIYT 3/10pOBBI.

3aoaua 5. KoncynsTupyromascs *eHIIMHA cTpagaeT ¢pocdararnadberom. Y Hee ecTh /1Be OONbHBIE
docdarauadbeToM cecTpbl U JIBa 3I0pOBBIX OpaTta. MaTe mpobanaa 3mopoBa. OTell U ero pojHas
cecTpa cTpajatoT (ocdarauaberom, a eme aBa ux Opara 310poBbl. PocaTanadberom crpajana
0abymika Mo OTIIOBCKOW JIMHWHU, €€ cecTpa U oTell, a 82 nBa Oparta 0aOymku ¥ WX JE€TH ObUIH
3710poBbI. BeposaTHOCTB poskeHns 60IbHOr0 pedeHKa y mpoOaHaa CoCTaBIIsEeT:

a) 100%;

0) 50%:;

B) 25%;

T') Bce MaIbUUKH OyyT OOJIbHBI, IEBOUKH 3/10POBBI;

1) BCE JIEBOYKU OYAyT OOJBHBI, MAJIbUUKU 3/IOPOBBI.

3aoaua 6. Myxuuna, cTpagaooumii arpopueit M roienn Tuna llapko — Mapw,
KOHCYJIbTUPYETCS T10 TIOBOJLy TPOTHO3a MOTOMCTBa. OH jKeHAT Ha 3/I0pPOBOM KEHIMHE, UMEET JBYX
3JI0POBBIX U OJTHY OOJIBHYIO CECTpY, a Takke 0oibpHOro O6para. Oten mpodaHaa U BCe pOJCTBEHHUKU
OTIIa 310POBBEL. MaTh 00JIbHA, UMEET TpeX OOJIFHBIX CEcTep M TPEX 30POBHIX OpaTheB. Jleaymka mo
MaTepUHCKON NTUHHM OosieH, 6alOymika 310poBa. BonbHO# Opar mpobaHna XKeHAaT Ha 310pPOBOM
KEHIIMHE W HWMEeT JBYX OONBHBIX Jodepell. BeposTHOCTH poxkaeHmst OompHOTO pebeHKa Yy
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nmpoOaH/Ia COCTABIISIET:

a) 100%;

6) 0%;

B) 25%);

') BCE MAJIBYUKHU OYyT OOJIBHBI, IEBOYKH 3/I0POBHI;
1) BCE JIEBOYKU OYyAyT OOJBbHBI, MaJIbUUKU 3/I0OPOBBI.

3aoaua 7. 310pOBBHI IOHOIIA, MMEIOUIMH YETBIPEX 3IO0POBBIX OpaTheB, KOHCYJIBTHPYETCS IO
MOBOJIy MPOTHO3a MOTOMCTBA. Ero MaTh u oTel 340pOBBl. Y MaTtepu €cTh ABE 30POBbIE CECTPHI,
OJIMH 370pPOBBIN Opart, a Ba ee Opara yMepiid OT MbIeuHoi auctpoduu JromenHa. BepostTHOCT
pPOXKIeHUsI OOJIbHBIX JeTel y KOHCYJIbTUPYIOIIErOCsi COCTABIISET:

a) BCE MaJIbUUKU OyAyT OOJBHBI, I€BOYKHU 3/J0OPOBHI;

0) Bce 1eBOYKH OyAyT OOJIbHBI, MAIBUUKH 3]I0POBHI;

B) 50%;

r) 25%; 1) puck npeHeOpexxuMo mMail (0OIIeTTONyISIIUOHHBIN).

3aoaua 8. Tlpobann ctpamaer riayxoroil. Ero cectpa, Math u oTel ¢ HOPMalbHBIM CIyXOM. Y
MaTepu TPoOaHIa TPU CECTPhl ¢ HOPMAIBHBIM CIyXOM M OIUH riyxod Opar. CecTpsl marepu
3aMyXeM 3a 370POBBIMH MYXYMHAMH. Y OJIHOM W3 HHUX TaKXKe €CTh TIIyXOoil cbhiH. balOymika
npobaHia 1Mo JUHUM MaTepu 370pOBa, €€ MYX 3J0pOB. Y 3TOi 0aOyIIKU TpH 370POBBIC CECTPHI,
OJIMH 3[I0OPOBBIA U OJUH riTyxou Opat. XKena mpobaHia 310poBa, HO UMEET TIyXoro Opara u ABYX
3I0POBBIX cecTep. PoauTenu »eHbl 370pOBbI, HO MaTh UMeJa riayxoro opara. Cynpyru u3 ogHOTO
nocenka. BepoaTHOCTh TOTO, YTO B ceMbe MPOOaH/1a MOXKET POJAUTHCA TIIyX0H peOeHOK, COCTABIISET:
a) 100% He3zaBUCHMO OT 110J1a;

0) 75% He3aBHCHMO OT TOJIa;

B) 50% He3aBUCHMO OT M0Ja;

T') BCe MaIbUUKH OOJIbHBI, TEBOUKH 3/10POBBI;

1) BCE JICBOUKHU OOJBHBI, MATBYUKH 37]0POBHI.

3aoaua 9. Cunapom nedexta HOrTell W KOJEHHOM 4YallleYKHd ONpENeNsieTcs ayTOCOMHO-
JIOMUHAHTHBIM T€HOM. BJIM3KO ¢ HUM HaXOAWTCs JOKyC Ipymnbl KpoBH mo cucreme ABO. Myx
UMEeT TPYIITy KPOBH A, a TaKke CTpagaeT AeGeKToM HOrTel U KOJEHHOH yammedku. M3BecTHO, 4To
ero otel ObUI ¢ rpynnoit kpoBu 0 U He MMeN aHOMaJlMK, a MaTh ¢ rpynnoil kposu AB umena 3tu
nedextsl. JKena, mmeromas rpynmy kKpoBu 0, 3mopoBa. BeposTHOCTH TOro, 4TO B CEMbE
KOHCYJIbTUPYIOIIUXCSI POUTCS peOCHOK, KOTOPBI OyeT UMeTh Tpynny KpoBu B u nedext Horren
Y KOJICHHOM yaredku, coctasiset: a) 100%;

6) 50%;

B) 25%;

r) 10%;

1) BCE IeTH OyAyT 3I0POBBHI.

3aoaua 10. Y dyenoBeka KarapakTa M MOJUAAKTUINS OOYCIIOBIEHBI ayTOCOMHO-JIOMUHAHTHBIMU
reHamMu (IMOYTH HE OOHAPYKMBAOIIUMU KpoccHHroBepa). OMHAKO CIEIUJICHHBIE —aJUIeH
MIPEJICTABJICHBI B TOIYJISAIIMA B PABHOBECHOM COCTOSIHHH, T.€. T€H KaTapaKThl MOKET COUYETAThCS C
T€HOM HOPMAaJbHOTO CTPOCHMSI KUCTH M Hao0opoT. JKeHIIMHa yHacienoBaia KaTapakTy OT CBOEH
MaTepH, a MOJTUIAKTHIINIO OT OTIa. Ee My HOpMaJIeH B OTHOIIICHHH 000UX MPU3HAKOB. Y HX JIeTei
CKOpee BCEro MOKHO OXKHUIATh:

a) OJJHOBPEMEHHOE TIOSIBJICHHE KaTapaKThl U TIOJHIaKTHITUH;

0) oTcyTCTBUE 000MX ATUX NPU3HAKOB;

B) BCE JIETH OYIyT CTpajaTh MOJIHUIAKTHIIUCH,

T') Bce JeTH OyIyT CTpalaTh KaTapakTo;

1) 50% neteit aTON KEHITUHBI OyAYT CTpaaaTh KaTapakToi, a 50% — MmoauaaKTHINEH.
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3aoaua 11. YV 4yenoBeka KaTapakTa M TOJIUIAKTHINS OOYCIOBIEHBI ayTOCOMHO-IOMHUHAHTHBIMU
reHamMu (IOYTH HE OOHAPYKMBAIOIIMMU KpoccuHrosepa). OJHAKO CHEIUICHHbIE —alljleNu
NPE/ICTAaBJICHbI B MOMYJISIIIMA B PABHOBECHOM COCTOSIHHH, T.€., T€H KaTapaKThl MOXET COUYETaThCS C
F€HOM HOPMAaJIbHOTO CTPOEHHUs KUCTH U HA000poT. MyK 310pOB, €ro jkeHa reTepOo3UroTHa I10
000MM TpHU3HAKaM, MaTh >KCHBI CTPAJAET KaTapaKTONH M MOJUJAKTHIIMEH, a oTell ee ObUT 3]I0pOB.
MO0KHO 0XMAaTh, YTO B 3TON CEMBE:

a) Bce J1eTH OyIyT 3/I0POBBI,

0) Bce AeTu OyIyT cTpalaTh KaTapakTOW U MOJUAAKTHIINEH;

B) 50% BepOSATHOCTH TOTO, UTO JETH OYIYT CTpaiaTh TOJBKO IMOJUIAKTHINCH;

r) 50% BEpOSITHOCTH TOTO, UTO JIeTH OYAYT CTpagaTh TOJBKO KaTapaKToii;

1) 50% nereit OyayT cTpagath IByMs HacIEACTBEHHBIMU 3a0oeBaHusIMU, a 50% OyIyT MOJHOCTHIO
3JI0POBBIMHU.

3aoaua 12. Knaccuueckas reMopuians U JaTbTOHU3M HACIEIYIOTCS KaK PELleCCUBHBIC MPU3HAKH,
cuerieHHble ¢ X-XxpomMocoMoi. Yactora pekoMOMHAIIMU MEXy reHaMu cocTaBiiieT okosio 10%.
JleBy1ika, OTer KOTOPO# CTpajaeT OJHOBPEMEHHO reMOQWINEH U TATbTOHU3MOM, a MaTh U BCE €€
POJICTBEHHUKH 3JJ0POBBI, BBIXOAWT 3aMyX 3a 85 3J0pOBOr0 MYXYHHY. BEpOSITHOCTH POKIACHHS
3JI0POBOTO peOEHKa B 3TOM OpakKe COCTaBJISCT:

a) 45%, uTo ManpuuK OyaeT 60JeH reMo(riInel 1 1aTbTOHU3MOM;

0) 45%, uTo ManbYuK OYJET 310POB;

B) 5%, 4yTO Masb4YuK OyneT 0OJIeH TOIBKO reMO(UITHeH;

r) 5%, uT0 MaIbuUK OyAeT OOJEH 1aTbTOHU3MOM;

1) BCE MIEPEUUCIIEHHOE BEPHO.

3aoaua 13 : Y 6onpHOTO remModmmeld A Ha ¢poHE MPUMEHEHHS Teparuu KOHIIEHTpaTaMu (GakTopa
V111 Bo3HHKIIO TsKET0€ KpoBOoTeueHre. Bo3moxkHas npuunHa?
Ortger - 0OpazoBasics UMMYHHBIH HHTHOUTOP akropa VI

3aoaua 14 : Y 60nbpHOro oOHapyeHa ciiadasi arrfaOTUHALUSA SPUTPOLIMTOB C IIOJIUMKIOHOM aHTH-
A, HOpMaJIbHasl arrIIOTHHALMSA C IOJIMKIOHOM aHTU-B. KoHTpousb ¢ ¢pu3nonsornyeckum pacTBOpoM
OTpULATENbHbIN. B peakuuax co CTaHAApTHBIMU SPUTPOLMTAMU OOHApYy’KE€HA arrjJlOTHHALUS
crannapTHeix sputpouutoB rpymmsl A (II) ceiBopoTkoit kpoBu obOcnemyemoro. Kakoit BapuaHTt
IpyHIbl KPOBU BO3MOYKEH Yy NaleHTa?

Otset -A2B (1V)

3aodauals.: FOHoma 17-Tu net 4yBCTBYeT ceOsi XOpOIIO, OIHAKO OH HE MOT' HE 3aMEeTHUTb, YTO €ro
TEJO0 OTIMYAETCs OT TeJ OJHOKJIACCHUKOB. IlaleHT poc u pa3BuBajCs HOPMaJIbHO, HO y HETO He
OBUIO PE3KOro CKayka pocTa, XapaKTepHOTO /sl MOAPOCTKOB. Ha TaHHBIII MOMEHT POCT COCTaBIsAET
183 cMm, Bec — 67 kT, pa3zmax pyk 185 cm. OBoJioceHHE B MOIMBIIICUHBIX BIIaJWHAX W Ha JIOOKE
HE/I0CTaTOYHOE, MEHUC M MOIIOHKA TaKXEe MEHBIIMX pa3MepoB, B OOJIACTH TPYAHBIX >Keje3
NaNbIIUPYIOTCS YIUIOTHEHUS MOJ KaKIbIM COCKOM TUaMeTpoM 110 3 cM (mosBuiioch B 13 ner). B
KpPOBU YpOBeHb TecTocTepoHa cHikeH, JII' mosbimen. Kapuorun — 47 XXY. Vkaxure npuuuHy
COCTOSIHUS OOJIBHOTO.

Ortser - cunapom Knsitndenbrepa

2.3. IlepeyeHbp BONPOCOB LIS NOATOTOBKH K NIPOMEKYTOYHOM aTTeCTAlluH

Bonpocsl Komnerenuun

O0mme BONPOChl KIMHUYECKOi 1a00paTOPHOI IMAarHOCTHKH

3aKOHOJIaTeJIbHbIE, = HOPMATUBHO-TIPABOBbIC,  HMHCTPYKTUBHO-MeTonndeckue | YKI,
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JOKYMEHTBI, OIpeNeIoNne JAeATeNbHOCTh Jabopatopuit  menumuHckux | 11K 1,4,8,9
OpraHu3alii W yIpaBiIeHUE Ka4eCTBOM KIMHHMYECKHX JIa0OpaTOPHBIX

HCCIICIOBAHUIA;

Dransl mpoBeaeHus 1aboparopHoro tecta. @aktopsl, Biustomue Ha pedynbrartel | [1K1,2,4,5.6,,7,
7a00paTOPHOTO HCCIEOBAaHUS Ha TMpEaHATUTHYECKOM, aHaJIUTHUYecKoM H | 8,9
MOCTAHAIMTHYECKOM  dTaIlax. [TonsTne 00 oOecredyeHMH  KadecTBa

nabopaTOpHBIX  HccaenaoBaHuil. [IpUHIMNBI MPOBENEHUS BHYTPEHHETO W

BHEIIIHEr0 KOHTPOJIEH Ka4ecTBa.

CoBpeMeHHbBIC aHATUTHYECKHE TEXHOJIOTUH KIMHUYECKUX JJa00PaTOPHBIX IIK1,2,4,5.6,,7,
HCCIIENOBAHUI; 8,9,10
MIPUHITUIIBEI pa0OTHI M TIPaBUIIa SKCIUTyaTallud OCHOBHBIX THUITOB U3MEPUTEIBHBIX

nprOOpPOB, AHATTU3ATOPOB U IPYTOro 000PYAOBAHUS, UCTIOIB3YEMOTO MIPH

BBITIOJITHCHUH KJIMHUYECKUX JTA0OPATOPHBIX UCCIICIOBAHUIA;

TEXHOJIOTHSl OpPraHU3alliu U MPOBEJICHUS BHYTPUIA00paTOPHOTO ¥ BHEIITHETO

KOHTPOJIS Ka4eCTBa KJIMHUYCCKUX JJA0OPATOPHBIX UCCIICTOBAHMM;

opraHu3aiys 1 00beM MEePBON MEAUIIMHCKON TTOMOIIIA B BOGHHO-TIOJIEBBIX

YCIIOBUSIX, IPH MACCOBBIX OPAKEHUSIX HAcENEHUs U KaTacTpodax;

OCHOBBI PO IIAKTHKY 3a00JICBAaHUIA U CAHUTAPHO-TIPOCBETUTEIILHOM PabOTHI;

JlmarHocTHYeCKue XapaKTEPUCTHKH Ta0OpaTOPHOTO TecTa: peepeHTHBIH [1K1,2,4,5,6,,7,
WHTEPBAJl, MOPOrOBbIE 3HAUYCHU (YPOBHH NMPUHATHS IUArHOCTUIECKOTO 8,9

pelieHus), MOHITHE 00 aHATUTHYECKOW U TUAarHOCTUYECKOW YyBCTBUTEILHOCTH

U crenu(pUIHOCTH, MPOrHOCTUYECKON IIEHHOCTH TOJIOKUTEIIBHOTO U

OTPUIATEIIEHOTO PE3yIbTaTOB, OTHOIICHUE TIPABIOMOA00MS TIOJIOKUTEIILHOTO

OTPUIATENILHOTO Pe3yIbTAaTOB, MPUHIUIBI TOcTpoeHus U olleHku ROC-kpuBoil.

YacTHble BONPOCHI JIA00PATOPHOI reHeTUKHU

(Ipu ONMMCaHUU KOHKPETHOTO JIa0OpaTOPHOTO TECTa HEOOXOAUMO YKa3aTh

MpeaHATUTHYECKUE OCOOCHHOCTH, MMPUHITUTIBI AHATUTHYECKUX TEXHOJIOTHH,

MOCTAaHAIMTHYECKOW TPAKTOBKHU PE3YJIbTATOB UCCIIEAOBAHMS)

MoJsiekyasipHbie OCHOBbI HACJIEICTBEHHOCTH IIK1,2,4,5.6,,7,
CtpyKkTypa 1 CBOMCTBA HYKJIEMHOBBIX KUCIIOT. 8,9
Peanuzanus [JHK kak reHeTnueckoro Marepuaia.

JIHK u e€ gynkuuu. I'ensl yenopeka.

TangeMHBIE TOBTOPBI: MUKPOCATEITUTHI, MUHUCATEITUTHI U CATEJUIUTHI.

bone3nn skcnaHcuu TPUHYKIIEOTUIHBIX TOBTOPOB.

XapakTepuCTUKU TPAHCKPUIITOMA.

Perynsius skcrpeccuu reHoB Ha TPAHCKPUIILIMOHHOM U

MOCTTPAHCKPUIITIOHHOM YPOBHSIX.

Crpyktypa 6enkoB. CTpyKTypa aMHHOKHCIIOTHI.

CexBeHHpOBaHME O€TKa KaK METOJI YCTAaHOBJICHUS TIEPBUYHONU CTPYKTYPHI.

I'eneTnyecKuit KO/, €ro CBOMCTRBA.

KommbprorepHoe onpeenenre mepBUYHON CTPYKTYPBI OelKa.

CrtpykTypHas nporeoMuka. baza JaHHBIX CTPYKTYp O€IKOB.

Perynsmus sxcripeccuu TeHOB. Perysiiius akTHBHOCTH T€HOB.

OnureHeTHKa. DMUTeHEeTHIECKHEe MO (PUKAITIH.

Hccnenosanne >mureHoMa.

IMuTosI0rNYecKHe OCHOBBI HACIEACTBEHHOCTH. [1K1,2,4,5.6,,7,
CrpykTypHO-(YHKIMOHATIbHAS OPraHU3aIUs XPOMOCOM YEJIOBEKA. 8,9

[Tonsitue o kapuoturne. Yucio 1 Mopdoaorus XpoMOCOM.
MuTO3 ¥ KJIETOYHBIN IUKJI.
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Perynsius a3 KII€TOYHOTO IUKIIA.
bonesnu, accouunpoBaHHble ¢ TUChYHKLIUEH TeToMep.

I'enbl 1 npu3HaKH.

3aKoHBI Nepejauy HACIEICTBEHHBIX MPU3HAKOB.
BzanmoneiicTBre HealeIbHBIX T€HOB.

['eHbl — MOTM(UKATOPBHI.

dopmMupoBaHUe MTPU3HAKA.

OcHOBHBIE TepaToreHHbIe GaKTOPHI ((pU3HUecKue,XUMUYECKHIE, OMOIIOTUIECKHUE).

MyTannoHHast ©3MEHUYUBOCTb. THUITBI TEHOMHBIX U XPOMOCOMHBIX MYyTallMi.
MonexkyIsipHO-UUTOT€HETHYECKAsl XapaKTepUCTUKA CUHAPOMOB, CBSA3aHHBIX C
AHOMAJIUSIMU XPOMOCOM.

MyTtareHne3 — ClIOHTaHHbIN, UHAYLUPOBAHHBIN, pagUalliOHHBIN, XUMUYECKUMN.
MeTtoapl onpeiesieHus: CIOHTaHHBIX MyTaluii. AHTUMYTarcHsl.

[TpoGiieMa reHeTHYeCKUX MOCIEACTBUMN IEUCTBUS Palualluy Ha YEJIOBEKa.
OneHka reHeTUYECKUX MOCIEACTBHM.

Penapanus JIHK. PenapatuBHbIE CUCTEMBI.

JledexTsl cuctembl penapaiyy U 00JIe3HU CBsI3aHHbIE C HUMU

I1K1,2,4,5,6,7
0

1

Buoxumuyeckue MeToabl MCCIeI0BAHUI

[TpuHIMIIBI METOAOB OMOXMMHUYECKHUX UCCICIOBAHUM - ONITUYECKUX,
AIIEKTPOXUMUYECKHX, IMMYHOXUMHYECKUX, IIEKTPOPOPETUUECKHUX,
xpomaTorpaduu u Macc-CrieKTpOMETPHUH.

doTtomeTpus U POoTOMETpUUECKas anmaparypa, QIryopuMeTpus u
byopuMeTpuueckas anmnaparypa.

Tumbr xpomarorpadun (MX XapaKTepHCTHKA): aJcOpOIIMOHHAs, HOHOOOMEHHAS,
pacnpenenuTenbHast, ahGuHHas, TeTb-GUIbTPAIS, TOHKOCIONHAS
xpomarorpadusi, BEICOKO-3(PekTuBHast XpomaTorpadus: ra30’KuIKOCTHAS
xpomatorpadus ¢ Macc-cieKTpoMeTpuei (BKJI. TaHAEMHYIO).
DnekTpodope3 B pa3IuIHBbIX HOCUTEISAX: OJJHOMEPHBIH, IBYMEPHBIH,
CEIMMEHTAIlMOHHBIN aHaTN3, UMMYHHO(EPMEHTATUBHBII aHATH3.
Hcnonp3oBaHne OMOXMMHYECKHUX METO/IOB B JUAarHOCTUKE HACIIEICTBEHHBIX
6ose3Hel oOMeHa.

[TpyumeHeHrne OMOXUMHYECKUX UCCIEA0BAHNUMN /I IEPUHATAILHOTO CKPUHUHTA,
paHHe TUarHOCTHKH, OleHKU 3G ()EKTUBHOCTH Tepai 1 MOHUTOPHHTA
COCTOSIHUS TAlIMeHTa IPU BPOKJICHHBIX U HACJIEICTBEHHBIX 3a00JI€BaHUAX.
Metons! mporpaMM MaccoBoro npocenBanus Ha @KV, runorupeos,
raJlakTO3eMHUI0, aJJPEHOT€HUTAIbHBINA CUHIPOM, MYKOBHCIIUJIO3.
Criermuduueckue MeTo/Ibl, IPUMEHsIEMbIE JJIs1 IUarHOCTUKH OoJIe3Hen
KJIETOYHBIX OPTraHeLL.

11K1,2,4,5,6,7

MoJiekyasIpHO-TeHeTHYeCKHEe MEeTOAbl HCCIeI0BAHNH

[IpuHIUITBI MOJIEKYJIIPHO-TEHETUYECKUX METO/IOB.

VYcioBus, OCHaIIEHNE U TEXHUKA 0€30IMaCHOCTH IPU MPOBEICHUH MOJIEKYISPHO-
TeHETHYECKUX MCCIEIOBAHN.

[Tonmumepas3Has LenHas peakuus. JTamnbl BEITOIHEHMS.

®parmentHsiii ananu3 JJHK. MHTepnpeTanus pe3yibpTaTos.
MynbTHIITIEKCHAS aMIUTM(UKALMS JTUTa3HO CBA3aHHBIX pob (MLPA-ananus).
MeTtonsl onpeieneHus NOCIeI0BAaTENIbHOCTH HYKIEHHOBBIX KUCIIOT.
[T{®P-ananus, GepMeHTHI PECTPUKIINH.

XPpOMOCOMHBI MUKPOMAaTPUYHBIA aHAJIN3.

[Tpuniuns! u cnocoOsl cekBeHupoBanus JJHK. CexBenupoBaHre HOBOTO
ITOKOJICHUS.

I'eHOMHAas JAKTUIOCKOIIMSL.

I1K1,2,4,5,6,7
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Metobl BBIABIEHUS TOYKOBBIX MYTalLUH.

[Ipsambie u kocBeHHbie MeToAbl JJHK-nuarnoctukmu.

Crpareruu KapTUpPOBaHUS TE€HOB YEJIOBEKA U METO/IbI TOJIHOT€HOMHOI'O
CKpPUHUHTA.

MonexkynsipHO-TeHETHUYECKUE METO/IbI B JMArHOCTUKE, BHIOOPE TEpanuu u
orieHKH ee A((PEKTUBHOCTH TIPH BUPYCHBIX renartutax, BUY-undexunn,
MPUPOTHO-0YArOBBIX HHPEKIIUH, XTAMHUIN03a M MUKOIIA3MEHHOW WH(]EKIHNH,
reprec-BUPYCHbBIX HH(PEKITH.

[TL[P nquarHocTHKa B OHKOJIOTHH U (hapMaKOTEHETHKE.

OCHOBHBIE KOMITBIOTEPHBIE CPE/ICTBA BU3YAIM3AIIMU U aHAIM3a HYKJICOTHUIHBIX
0CJIEIOBATEIbHOCTEM, IT0OIy4aeMbIX B pe3yibprare cekBeHuposanus JIHK.

IuToreHeTuuecknii MeToq

KapuorunupoBanue. [lokazanus ajist HarpaBieHUsl HA aHAIM3 KapUOTHUIIA.
[Tpunuumne! 3anucu kapuotuna (ISCN). TepMHUHOIOTHS M CUMBOJIBI
0003Ha4YeHNsI aHOMAJIUH.

Crneuunduka ananm3a OTAENbHBIX BAPHAHTOB XPOMOCOMHOTO MOJIUMOp(H3Ma.
MapkepHbie XxpoMocoMbl. [10710BOM XpOMaTHH.

JuddepennnanpHas oKkpacka XpoMOCOM.

IIpoTOKOI XpOMOCOMHOI'O aHAIN3A.

[{uToreHeTn4yecKue METO/Ibl UCCIIEIOBAHUS IOJIOBOTO XpOMAaTHHa,
XpOMOCOMHOT0 Habopa

['uOpunn3anus HyKJIEHHOBBIX KUCIIOT in situ.

®nyopecuenTtHas in situ ruopuanzanus (FISH). Buast u ciocoOsr

OcHouble 3Tansl FISH.

MpuoronserHsie TexHosoruu FISH (MynbTumiexkcHas, MHOrOLIBETHBIN O3HAMHT)
U UX IPUMEHEHHUE B KIIMHUYECKON JTHarHOCTUKE.

JAHK-30H1BI. HCTIONB3yEMBbIE 11 TUATHOCTUKHA XPOMOCOMHBIX aHOMaJIM I
[Toka3zaHus K MOJIEKYJISIPHO-IITUTOTCHETUYECKOMY aHAIIM3Y UHTep(da3HBIX siIep.

I1K1,2,4,5,6,7

HNMMmyHoOreneruka.

AnaTtomus U (pU3HOJIOTUSI MMMYHHOM CHCTEMBI.

NMMyHOLIUTOXUMUS, UMMYHOQIYOpECUEHIUS — 3HaUYeHUE B KIIMHUYECKOU
IIPAKTHKE

[TpoTounas HuTOMETpHSI B TAOOPATOPHOM T€HETHUKE.

AHTuress! u rensl cuctemsl HLA, MeTozbI onipeieneHus.

O6unactu npuMeHeHusiHLA-TunupoBanusi, 3HaY€HNE B TPAHCIIAHTOJIOTHH.

I1K1,2,4,5,6,7

Oprannsanus MeANKO-TeHETHYECKON MOMOIIM HACEJICHUIO
Opranu3zaiys noMouy OOJIbHBIM C BPOKJICHHBIMU U HACIIEACTBEHHBIMU
3a00JI€BaHUSMHU U X CEMBSIM.

3anaun ¥ QyHKIUN MEAUKO-TEHETUYECKUX IIEHTPOB.

Opranuzanus Tpyia Bpada-1adbopaTOpHOTO IeHETHKA.

I'eneTHYECKHE PETUCTPBI.

AHanu3 AeSITeIbHOCTH MEAUKO-TEHETUUECKUX KOHCYJIbTALIUM.
OcHaleHne MeIMKO-TeHETHYECKUX LIEHTPOB.

I1K1,2,4,5,6,7

Menuko-reHeTH4eCKoe KOHCYJIbTHPOBAHHE

OcoOenHoctu renernyeckoit nuopmanuu. [puHuun koHGUAEHINATEHOCTH
paboThI Bpaua-reHeTHKa

[TpyHIMIIBI TMAarHOCTUKY HACIIECTBEHHBIX 0OJIE3HEH.

Pacuer pucka npu HacIeICTBEHHBIX O0JIE3HAX C MEHJIEIIEBCKUM THIIOM
HaCJIEJOBaHMUS.

KoHcynpTupoBaHue reTepo3UroTHIX HOCUTENEH pelieCCUBHON ATOJIOTHH.
KoHcynbTHpOBaHME HOCUTEIBLHUIT MyTaIlui B T€HAX MPU MYJIbTH(HAKTOPHOU
IATOJIOTUH.

[1K1,2,4,5.,6,,7,
8,9
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Pacuer pucka npu 0051e3HAX ¢ HACTEICTBEHHOH MPEapacoioKeHHOCTHIO.
Jloka3arenbcTBa pojid FEeHETUYECKUX M CPEOBBIX (DaKTOPOB B PA3BUTUU
[IaTOJIOTUH.

OnpeneneHne MEAUKO-TEHETUYECKOTO PACKA JUIs IOTOMCTBA IIPU BPOXKIEHHBIX
IIOpPOKax pa3BUTHS.

KoncynbtupoBanue (pepTuibHbIX NALMEHTOB C AHOMATIMAMU KapHOTHIIA.
WNHpOopMallnOHHO-TIONCKOBBIE AUATHOCTHYECKUE CUCTEMBI.

O heKTBHOCTH METMKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS.

MOHUTOPHHT BpOKICHHBIX AHOMAJIUN Pa3BUTHS.

Oco0eHHOCTH MEIMKO-TeHETHYECKOTI0 KOHCYJIbTUPOBAHUS CYIIPYKECKOH Mapbl
IIPU HAIIPABJICHUM HA BCIIOMOTaTEJIbHbIE PENPOLYKTUBHBIE TEXHOJIOTHH.

2.4 buietbl AJIsI MIPOBEACHUSA HpOMe)l(yTO‘lHOﬁ aTreCralnumn

BUJIET Ne 1
1.Opranusanus paboThl TeHETHYECKOH Jab0opaTopuu.
2. lluTorenernyeckue METOIbI CCIIEIOBAHUS ITOJIOBOTO XPOMAaTHHA,XPOMOCOMHOT0 Habopa

BUJIET Ne 2

1. CrpyKkTypa U cBOCTBa HyKJIeuHOBBIX KUCIIOT. Peanuzanus JJHK kak renernyeckoro
MaTepuaia.

2. KoMmnbrotepHoe onpenenenre nepBUYHON CTPYKTYphI Oelka

BUJIET Ne3

1. CexBeHupoBaHHe Oenka KaKk METO/l yCTaHOBJIEHHs IEPBUYHOM CTPYKTYpHL. I eHeTuueckuii
KOJI, €T0 CBOMCTBA.

2. OpraHu3anys cUCTeMbl MEHE/DKMEHTa KauecTBa Ja00paTOPHBIX UCCIIeI0BaHUN B
TeHETUYECKOM 1abopaTopuu

BUWJIET Ne 4

1. JlabopaTopHas reHeTHKa — 3aJ1a4i U METO/IbI.

2. OnureHeTuka. DnureHeTrnueckue Mmoaudukamnmu. MccnenoBanue snureHoMa.
BUJIET Ne 5

1. OreHka KIMHUYECKOHN 2P (HEeKTUBHOCTH J1abopaTtopHoit nHpopManuu. [ToHATHE «3070TOM
CTaHAapT» AUATHOCTUKH.

2. Bbonesnn, accoruupoBaHHbie ¢ UCHYHKIHEH TEIOMED.

BWJIET Ne 6

1. Oco0eHHOCTH TIONTyYeHUsl OMoMaTepuana JUisl IUTOTeHETUYECKUX HCCIICIOBAHHIMA.
2. OcHoBHbIe TepaToreHHbIe (aKkTOpbI ((PU3nUecKre, XUMIUYecKUe, OMOI0THYECKUe).
BUWJIET Ne 7

1. 3aKoHBI TIepeIaun HACJIEICTBEHHBIX MPU3HAKOB.

2. Oco0OeHHOCTH TTOTy4YeHUs1 OnomMaTepuana Ajisi ONOXUMHUYECKUX HCCIICIOBAHU.
BUJIET Ne 8
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1. MonekynsapHO-IIUTOreHETUUECKask XapaKTePUCTUKA CUHIPOMOB, CBSI3aHHBIX C aHOMAJIUSIMHU
XpOMOCOM.
2.1HK-30H1b1, UCTIONBb3yEMBbIE ISl TUATHOCTUKH XPOMOCOMHBIX aHOMAJIHH.

BUJIET Ne 9

1. NmmyHOQEepMEHTHBII aHATU3 — MIPUHITUAI METO/Ia, BUJIBI PEaKIIui, 3SHAUYCHHE B
1a00paTOPHOM TEeHETHKE.

2. [TpobGnema reHeTHYeCKUX MOCIIEACTBUI IEHCTBHS paauanuy Ha demoBeka. OreHKa

TCHCTUYCCKUX HOCHCﬂCTBHﬁ.

BUJIET Ne 10

1. Pemapanus JIHK. PenapatuBubie cuctemsl. JledekThl cHCTEMBI perapanuu U 00JIe3HI
CBSI3aHHBIC C HUMHU

2. ['uOpuan3anus HyKJIEHHOBBIX KUCIIOT in situ.

BWJIET Ne 11

1. XPOMOCOMHBII MUKPOMATPUYHBIN aHATH3.

2. Anturens! u rensl cuctembl HLA, MeToab! onpeneneHus, 00J1acTu TpUMEHEHUS B

1ab0opaTOpHOI TeHETHKE.

BUJIET Ne 12
1. OcobeHHOCTH TOTy4YeHUs1 OnomMarepuana 1k MOJICKYIISIPHO-TeHETUIECKUX UCCIICIOBAHMIMA.
2. OTtansl NOJIMMEPa3HOH LIeMHON peakuu

BUJIET Ne 13

1. Crnenunduka aHaimsa OTASIbHBIX BAPHAHTOB XPOMOCOMHOTO notuMopduzma. MapkepHsbie
XPOMOCOMBI.

2. Bunbl Mukpockonuu B 1abOpaTopHOM T€HETHUKE.

BUWJIET Ne 14

1. TexHuka IMPUTOTOBJICHUA, (I)I/IKCEU_[I/II/I " OKPACKH Ma3Ka KpOBHU JIA HUTOICHETUYCCKOT'O
HCCICI0BaHUsI.

2. Ucnonb30BaHUs OMOXUMHUECKUX METOJO0B B TMAIrHOCTUKEC HACJICICTBCHHBIX Oolre3Hel oOMeHa

BUJIET Ne 15

1.Opranu3zanusi CaHUTAPHO-3MUAEMHUOJIOTUUECKOTO PEXKUMA B KIIMHUKO-TUArHOCTUYECKUX
naboparopusix Poccuiickoit @enepanuu

2.MeTo/TbI BBISBJICHHS TOYKOBBIX MyTaruii. [ mOpuau3auontnsie MeTobl. [IpsmMbie 1 KOCBEHHBIC
Metobl JIHK-nuarnoctuku

BWJIET Ne 16

1. HopMmaTtuBHbIe TOKYMEHTBI, peraameHTHpyomue padoty ¢ Bo3oyaurensmu H1-1V rpynn
NaTOr€HHOCTH BKIMHUKO-TUArHOCTUYECKOH 1abopaTopHH.

2. HuddepennnanbHas okpacka xpomocoM. [IpoTokos XpoMOCOMHOT0 aHaIH3a.

BUWJIET Ne 17
1. MeHe/KMEHT KauecTBa TeHETUUECKUX JTa0OPaTOPHBIX UCCIIEeIOBAHUI
2. [TIIP nnarHocThka B OHKOJIOTUH U (DapMaKOTE€HETHKE

BWJIET Ne 18
20



1. OneHka aHATMTUYECKUX XapaKTePUCTUK JTaOOPATOPHBIX TECTOB.
2. Crpareruu KapTUpOBaHUs T€HOB YEJIOBEKA M METO/IbI TOJTHOT€HOMHOI'O CKPUHHHTA.
MeTo b1 KApTUPOBAHUS T€HOMA YeJIOBeKa

BWJIET Ne 19
1. TIlpunnune u cioco6s! cekBeHupopanus JJHK. CekBeHnpoBaHHE HOBOTO MOKOJICHHUS.
2. Meroas! nporpaMm MaccoBoro npocenBanus Ha @KV, runotupeos, rarakTo3eMuio,
aJIpEHOTeHUTAIbHBIN CUHIPOM, MYKOBHUCLIAIO3.

BUJIET Ne 20
1.KapuorunupoBanue. [loka3zaHus as HampaBJICHHS HA aHAIU3 KapUOTHIIA.
2. MynbTUIUIEKCHAS aMITIU(UKAIUS JTUTa3HO CBs3aHHBIX po0 (MLPA-anamm3).

BUJIET Ne 21
1. MeTo/1b1 OTIpe/IeIICHHS TTOCIIEI0BATEIIPHOCTH HYKJICHHOBBIX KHCIIOT.
2. FISH - mpuHIuIel, pa3sHOBUIHOCTH, 3HAUEHNUE B KIIMHUYECKOM MPAKTHKE.

BUJIET Ne 22
1. ®parmentnsiii ananu3 IHK. Matepnperanus pe3yabTaToB
2. Oco0eHHOCTH OpraHM3aluy KOHTPOJISI Ka4yecTBAa MOJIEKYJIIPHO-T€HETHUECKUX

HUCCJIETOBAHUM.
BUJIET Ne 23
1. [IpuMeHeHne OMOXMMHYECKUX MCCIICOBAaHUM I IEPUHATAILHOTO CKPUHUHTA, pAHHEH

JTUArHOCTHKH, OLEHKU A(PPEKTUBHOCTH T€pai U MOHUTOPUHIA COCTOSIHUS MallMeHTa Mpu
BPOXKJICHHBIX U HACJIEJICTBEHHBIX 3a00JI€BaHUSIX.
2. ViccnenoBanus mpomeTada3HbIX XPOMOCOM, METOIMKA, 3HAYCHHUE.

BUJIET Ne 24

1. 'enernueckue peructpsl. [Iponarania MeIMKo-reHETHYECKUX 3HAHUN Cpeid HAceIeHUs U
MEAMIMHCKUX PA0OTHUKOB

2. MonekynspHO-TeHETUYECKHE METO/IbI B TMATHOCTUKE, BHIOOPE TEpaMM U OLIEHKH e

3¢ (HEKTUBHOCTH MPU BUPYCHBIX MHPEKIHIX

BUWJIET Ne 25

1.ITpoTouHas HUTOMETpHSI B TAOOPATOPHON T€HETUKE
2.AHanu3 AeATeNbHOCTH MEIUKO-TeHETHYECKUX KOHCYIbTalui. DKoHOMHYecKast 3((HEeKTUBHOCTh
MEAMKO-T€HETUYECKOM CITy>KOBI

3. MeToaMKa OlleHUBAHUS OTBETOB 00y4Yal0LUXCH
Pe3ynpTatoM  OCBOEHHS  JUCHMIUIMHBL  sBisieTcs  (opMHpoBaHHE  KOMIIETEHLUH,

HEOOXOJUMBIX IJISl BBIIOJIHEHUSI TPYAOBBIX (DYHKIIMH U TPYAOBBIX JECWCTBUN, MPETyCMOTPEHHBIX
npodeccuoHanbHbIM  cTaHfgapToM «CrnenuanucT B OONACTH  KIMHUYECKOH J1abopaTopHOM
JUArHOCTHKH".

YHuBepcajibHble KOMIIETEHIIUN:

VYK-1 - roTOBHOCTBIO K a0CTPAaKTHOMY MBIIUICHUIO, aHAINU3Y, CHHTE3Y;

VYK-2 - rOTOBHOCTBIO K YIPABJICHUIO KOJUIEKTUBOM, TOJIEPAHTHO BOCIIPUHUMATH COLIMANIBHBIE,
ATHUYECKHE, KOH()EeCCHOHAIBHBIEC U KYJIbTYPHBIEC PA3ITUUHS;

VYK-3 - rOTOBHOCTBIO K YYaCTHIO B TIEJarOTHYECKOMN JEATEIHLHOCTH TI0 IPOrpaMMaM CPETHETO
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U BBICIIENO0 MEAMLMHCKOrO 00pa30oBaHUs WM CpPEIHEro U BbICHIEr0 (DapManeBTUYECKOTO
00pa3oBaHus, a TAKKE MO JOMOJHUTEIBHBIM MPO(HECCHOHAIBHBIM IPOTpaMMaM JIJIsl JIUL], UMEIOIINX
cpeaHee nMpoecCHOHAIbHOE MIIM BhICIIEEe 00pa30BaHUE B MOPSJIKE, yCTAHOBICHHOM (eiepaabHbIM
OpPraHOM HCIOJHHUTEIBHOW BIACTH, OCYLIECTBISIOMNM (YHKIHU O BBIPAOOTKE roCy1apCTBEHHOM
HOJUTUKHU U HOPMAaTUBHO-IIPABOBOMY PETYJIUPOBAHUIO B cepe 3paBOOXpaHEHHUS

IIpogeccuonaibHbIe KOMIIETEHLUH.

npoduIakTHYecKas 1eATeIbHOCTb:

IIK-1 - roTOBHOCTb K OCYILIECTBICHHIO KOMIUIEKCA MEpONPUATUN, HAIPaBICHHBIX Ha
COXpaHEHME M YKpEIUIEHHE 3/I0pOBbsl U BKIIOUAIOIIMX B ce0s (opMHpoBaHuE 310pOBOro odpasza
KHU3HH, MPEIYNPEKICHNE BOSHUKHOBEHHS U (WJIM) paclpOoCTpaHEHHs 3a00JeBaHUU, MX PAHHIOKO
JUArHOCTHKY, BBIBICHME IPUYMH M YCIOBMM HX BO3HMKHOBCHMS M DPa3BUTUA, a TaKXKe
HAIpaBJICHHBIX HAa yCTPaHEHHE BPEIHOTO BIUSHHUA HAa 370POBbE UYEIOBEKa (PaKTOPOB CPEIbl €T
oOuTaHus

[IK -2 -roTtoBHOCTh K TMPOBEACHUIO NPOPHIAKTUICCKAX MEAUIMHCKUX OCMOTPOB,
JUCIIAaHCepU3allMl ¥ OCYLIECTBICHHMIO JHUCHAHCEPHOro HAOMIOACHUSA 3a 3J0pPOBBIMU U
XPOHUYECKUMHU OOJIbHBIMU

I1K-3 - roTOBHOCTh K NPOBEIEHHUIO MPOTHUBOIMUIAEMUYECKUX MEpPONPUATHH, OpraHu3aluu
3alllMThl HAcEJIEHHWs B oyarax oco0O OmacHbIX HMH(EKIUH, Nmpu yXyAIIEHUH paauallOHHON
00CTaHOBKHU, CTUXUHHBIX O€ICTBUAX U MHBIX YPE3BbIUANHBIX CUTYaIMIX

[1K-4 - roToBHOCTh K MPUMEHEHUIO COLUAIbHO-TUTHEHUYECKUX METOAMK cOopa U MEIUKO-
CTaTUCTHUYECKOTO aHaIu3a MH(POpMaIUK O MOKa3aTelsAX 30pPOBbsI B3POCIBIX U HOJPOCTKOB

JMAarHoCTHYECKas ACSTEIbHOCTD!

I1K- 5 - rOTOBHOCTb K ONpPENEIECHUIO Y MAIUEHTOB NaTOJIOTHYECKUX COCTOSIHUNA, CUMIITOMOB,
CHHIPOMOB 3a00JIeBaHUI, HO30JIOTUYECKHX (OPM B COOTBETCTBHH C MeXIyHapOIHOH
CTaTUCTHUYECKON Kiaccuukanuei 6oae3Hel u npodiieM, CBA3aHHBIX CO 3J0POBbEM

[1K- 6 - TOTOBHOCTH K NMPUMEHEHHIO JUATHOCTUYECKHX KIMHHKO-Ta00pPaTOPHBIX METOIOB
UCCJIEIOBAHUM U UHTEPIIPETALUU UX PE3YIbTaTOB

IICUXOJIOTO-NIEJarOrM4ecKas AesTeNbHOCTb:

[1K-7 - roroBHOCTh K (OPMHPOBAHHIO y HACEJIEHUS, IMALMEHTOB M UIEHOB MX ceMei
MOTHBAllUM, HAIIPABICHHOM Ha COXpPAaHEHUE U YKPEIUICHHE CBOETO 3J0pOBbsI M 310pPOBbs
OKPY’KaIOIINX

OpraHU3alMOHHO-YIPABJICHYECKAS IEATEIBHOCTD:

I1IK -8 - roToBHOCTh K MPUMEHEHUIO OCHOBHBIX MPHUHLMUIIOB OpPraHU3allMM M YNpaBJICHUS B
chepe oxpaHbl 30pOBbS TpaxJaH, B MEIULMUHCKUX OpraHM3alUiAX M HX CTPYKTYPHBIX
MOAPa3ACIICHUAX

[1K -9 - rOoTOBHOCTh K yYacTHIO B OIIEHKE KauyecTBa OKa3aHUs MEIUIIMHCKON MOMOIIU C
UCIIOJIb30BAHUEM OCHOBHBIX MEJUKO-CTaTUCTUYECKUX ITOKa3aTesIen

[TK-10 - roTOBHOCTh K OpraHU3aIlMy MEAUIIMHCKOW TOMOIIH TPU YPE3BBIYAHBIX CUTYAIUX,
B TOM YHCJIE MEJULIMHCKON dBAKyallu1
Takke Ha (opMHupoBaHHE MPO(HECCHOHATBHOW JTHKH, Ha BOCIUTAaHUE Yy O0O0ydYaromerocs
pUOpUTETA OOIIEUETIOBEYECKHX [IEHHOCTEH, MPUBEP>KEHHOCTH MPUHIIUIIAM T'YMaHU3M

3.1.TecToBblii KOHTPOJIbL

TecToBBIM KOHTpOJIb MpenycMmarpuBaer oTBeTbl Ha 100 BOIpPOCOB W3 pasHbBIX pa3leioB
JUCLUTUIMHBL.

[TapaMeTpbl OLIEHOYHBIX CPEJICTB:

[IpennaraeMoe KOJIM4ECTBO BOIPOCOB - 100
[Ipennaraemoe KOJIMYECTBO BAPUAHTOB - 3
Bri6opka - Ciy4anHas
[Ipenen AUTENBHOCTH ATANA - 2 gyaca
Kpurepun ouneHku:

70-79% npaBUIBHBIX OTBETOB - YAOBIIETBOPUTEITHHO
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80-89% mpaBUILHBIX OTBETOB - XOPOIIIO

90% u BbIIIIE - OTJIMYHO
3.2. ColecenoBanue 1m0 CUTYAallMOHHOM 3a/1a4e
B 3amade mpenacTaBiieHbl Pe3yJIbTAThl J1A0OPATOPHBIX HCCIACIOBAHMNM W JaHHBIC KIMHHYCCKON
KapTUHBI (TIPEICTaBJICHBI KajloObl, OCHOBHBIC CBEJICHUS M3 aHaMHe3a 3a00JICBaHHUS W JKU3HU
NalKMeHTa) U WHCTPYMEHTAJIbHBIX METOOB HCcieaoBaHus. [10 JaHHBIM CHUTYallMOHHOW 3aaadyu
OpAMHATOP JOJDKCH J1aTh 3aKJIFOYEHUE O BBISBICHHBIX M3MCHCHUSAX PE3yJIbTAaTOB J1abOpaTOPHBIX
TECTOB, CPOPMYITUPOBATH TAOOPATOPHBIN JUArHO3, 000CHOBATh HEOOXOAMMOCTH JOMOJHUTEIHHOTO
1a00paTOPHOTO 00CICTOBAHUS.
[TapamMeTphl OLIEHOYHBIX CPEJICTB.

1. IIpennaraemMoe KOJIUYECTBO — 3aj1ad - 40
2. Bribopka - cily4aiiHas
3. Ilpenen AIUTENbHOCTH - 30 MmuH

4. Kpurepuu OLieHKU:

«OTIMYHO» - eciu O0ydYaroluiics JEeMOHCTpUPYET YMEHHE aHaJUu3upoBaThb HHQPOPMALHUIO,
BBIJICJISICT TJIABHBIC U BTOPOCTETIEHHBIE Ta0OpaTOpHbBIE PU3HAKK 00JIe3HU, IPABUIHHO HUCIOIB3YET
TEPMUHOJIOTHIO, CTaBUT Ja0OpaTOPHBIM JMArHo3 , BbIOMPAeT ONTUMAIbHBIA IJaH JajdbHEHIIEro
71a00paTOpPHOTO 00CIIEIOBAHNUS, YBEPEHHO apTyMEHTHUPYET COOCTBEHHYIO TOUKY 3PEHHUSI.

«Xopomo» - eciy J0INYyCKAaeT He3HAaYUTelIbHble OLIMOKH, HE CIIOCOOHbIE HETaTUBHO MOBJIMAThH HA
NPaBUIBHOCTH JMAarHO3a U TEYCHNUE M UCXOH OOJIe3HH.

«Y10BJIETBOPUTEJIBHO» - €CJIM JONYCKAeT JTUarHOCTUYECKHE OIIMOKH, CIOCOOHBIE MPUBECTHU K
OCJIO)KHEHHOMY TE€YCHHUIO OOJIE3HH U YXYALIUTH TPOTHO3

«HeynoBJ1IeTBOPUTEJILHO» - €CIIU JIONyIleHa Ipy0asi TuarHocTuyeckas oumMrOKa , HE BbISBIICHBI
OCHOBHBIC HU3MCHCHUA na60paT0prlx HOK%&TCHCﬁ, JaHa HCIpaBUJIbHAaA AWArHOCTUYCCKaA
TPAKTOBKAa pe3yJIbTaTOB JIAOOpAaTOPHBIX HCCIENIOBaHUM, HE TPEAJIOXKEeH IUIaH JalbHEHIIero
o0crenoBaHus MalEeHTA.

3.3. CobecegoBanne mo Bonpocam omjiera

ITapameTpsl OLIEHOYHBIX CPEICTB.

1. [Ipennaraemoe KOTUYECTBO  OHIIETOB - 30

2. Bribopxka - cily4aiHasi, CJIeTIol BBIOOp
OpIMHATOPOM

3. [Ipenen qUTENHHOCTH - 60 MuH

4. Kputepun OueHKH:

«OTJIMYHO» - TIOJIHBIM, YETKUHA OTBET C HCIOJB30BAaHHWEM MaTEpHUaJIOB Y4YEOHOM JIHUTEpaTyphl,
JIEKIIMOHHOT'O Kypca U JONOJHUTEIBHOMN JINTEPATYPbI

«Xopomo» - OTBET C UCHOJIb30BaHWEM Y4eOHOH JuTepaTyphl M JIEKIIMOHHOTO Kypca ¢
HE3HAYUTEIbHBIMHA HEJOUETAMH, C OTBETAMHU Ha HABOJSALINE BOIIPOCHI,

«Y10BJIETBOPUTEJBHO» - HEIMOJHBI OTBET, TPEOYIOMUN OMOJHUTENbHBIX YTOUHSIOIIUX
BOIIPOCOB, HAa KOTOPbIE OPJAUHATOP OTBEYAET

«HeynoB/ieTBOpHUTEIBLHO» - TpyOble OIIMOKK B OTBETE, HE3HAHWE OCHOBHBIX OHATUN U TEPMUHOB
3.4. UToroBasi OleHKA

HTorosas olleHKa SBIIETCS MPOU3BOJHON W3 HECKOJIBKHMX OLEHOK, IOJYYEHHBIX OPJAMHATOPOM Ha
sTanax sk3aMmeHa. OpAMHATOP CUYMTAETCSl HE AaTTECTOBAHHBIM, €CIM XOTS Obl OJMH M3 ATaIlOB
(TecTOBBI KOHTPOJIb, PEIICHUE CUTYallMOHHOM 3a/lauM, OTBET Ha BONPOCHI OuiieTa) OIEHEH Kak
«HEYIOBJIETBOPUTEIBHOY.
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