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PaGouass mnporpamma gucHuIUIMHBL  «MoJeKyIsIpHO-OMOIOTHYEeCKas JUarHOCTUKA B
NaTOJIOTUYECKOM aHaTOMUW» pa3paboTaHa B COOTBETCTBHU ¢ DenepanbHBIM rocy1apCTBEHHBIM
00pa3oBaTelbHBIM CTaHAAPTOM BBHICHIETO oOOpa3zoBaHus 1o crenuaiabHocT  31.08.07
[Tatonornyeckas anHatoMusi (ypoBEHb IOATOTOBKM KaJApOB BBICIIEH KBanupukauum),

YTBEpXKAEHHBIM TIpUKa3oM MUHHCTEPCTBA HAyKd W BbIcHIero oOpasoBaHus Poccuiickoit
®enepanuu ot 02.02.2022 Ne 110.

Pa3pabotunk nporpaMmsl:

Maiiboponun WM.B., nOKTOp MEAMIMHCKUX HayK, mpodeccop, pyKOBOAMTENb JabOpaTOpHH
LIATOJIOTMH U KJIeTOoYHOU ononornun UMIIIIM

Pabouas mporpamMma IUCIUIUIMHBI PACCMOTPEHA 1 0J00peHa Ha 3acenanuu Y ueHoro copera UL
OTM (mpotokos Ne 6 ot 01 utonst 2023 r.)



1. Heap 1 3aga4m U3y4eHusi TUCUMILIMHBI, TPeOOBAHMS K pe3yJabTaTaM
OCBOEHUS TUCHHILIMHBI

HCJIL H3yYCHUA TUCHUILIMHBI:

Llenp oCcBOCHHS OTUCIMIINHEIL: IOATOTOBKA BBICOKOKBaJ'II/I(l)I/II_II/IPOBaHHOI‘O criegyajamucra —
Bpada-IiaTojoroaHaroma, 06naz[alomero YHUBCPCAJIbHBIMHA n HpO(i)eCCI/IOHaJ'IBHBIMI/I

KOMITETEHITUSIMU B OOJIACTH MOJIEKYJISIPHO-OMOIOTHYECKUX METOIOB HCCIIENOBAaHUS, TOTOBOTO K
OCYIIECTBIICHUIO CAMOCTOSATEIbHON TPO(ECCHOHATLHOM JIEATEIPHOCTH, B TOM YHCIIE B YCIOBUSAX
CIIELIMATM3UPOBAHHON U BBICOKOTEXHOJIOTUYHOW MEIUIIMHCKOW TOMOIIH.

3aaui 0CBOECHUS AUCIHIINHEIL:

- (dopMHpoBaHHE M COBEPIICHCTBOBAHUE CUCTEMBbI OOIIMX M CHELHANBHBIX 3HAHUM,
YMEHUN, TO3BOJISIIOLIMX Bpayy-MaTojaoroaHaToMy CBOOOJHO OPHUEHTHUPOBATHCS B BOIPOCaX
CHEIMAIbHOCTH, OCBaWBaTh HOBEHIIME TEXHOJOTMM M METOJUKU B cdepe CBOUX
npodecCuOHaNBHBIX HHTEPECOB;

- q)OpMI/IpOBaHI/IC 0a30BBIX 3HAHUH B 00aCTH MCTOOOJIOTHH U IIPHUHIUIIOB OpraHu3alnun
MOJ'IeKy.]'IHpHO-6I/IOJ'IOI‘I/ILIeCKOFO/FCHCTH‘ICCKOFO HCCIICAOBAHUA,

- W3yuYeHHWE CTaHIAPTU3AlMH METOJIOB HCCJICIOBAHUS, KOHTPOJS KAdyecTBa, a TaKXKe
TpeOOBaHUI K TPOOOIIOATOTOBKE;

- II0ArOoTOBKAa Bpavda-ClicuuaanucTa, YMCEHOUICTO IIPOBECTH ,I[I/I(l)(bepeHI_[I/IaJIBHYIO
AUATrHOCTUKY W OLCHUTH IIPOrHO3 PA3JIMYHBIX BHUJAOB IIaTOJIOTMM HA OCHOBE MOJICYJISAPHO-
OMOJIOrMYECKOr0 aHAIN3a CCKIIMOHHOI'O 1 OHOIICUITHOTO Marepuajia,

- TOJATOTOBUTH CHEIUATINCTA K CAMOCTOSTEIbHOMN HpO(i)eCCI/IOHaJILHOI;'I ACATCIIBHOCTH C
y4ueToM HAayYHO-IIPAKTUYCCKUX 3HAHUM nu y'MCHI/Iﬁ B obnactu
MOJ'IeKy.HHpHO6I/IOJIOFI/I‘ICCKI/IX/FCHCTI/I‘ICCKI/IX MCTOAOB NTUArHOCTHUKMH.

MecTto ancumnanHbl B CTPYKTYype o6pasoBaTean017| nporpaMmsbl

JucuunnuHa «MonekynsipHO-OHoIornueckas IMarHoCcTUKa B TATOJIOTUYECKOM aHATOMU Y
OTHOCHTCS K DJIEKTUBHBIM JIUCLIHUIIIIMHAM B YacTH, JOPMHUPYEMOI ydacCTHUKaMU 00pa30BaTeIbHBIX
OTHOIIIEHUH.

MornekynsipHo-Ononornyeckue (MOJEKYIIpHO-TEHETHUECKUE) METOIBI B HACTOSIIIIEE BpeMs
OTHOCATCS K BaKHEHUIIINM JOMOJHUTEIbHBIM METOIAM, IPUMEHSIEMBIM B MATOJIOTMYECKON aHATOMHUH,
B MEPBYIO OYEPE/lb, IPU TUATHOCTHUKE JTOOPOKAYECTBEHHBIX U 3JI0KAYECTBEHHBIX HOBOOOPA30BaHUIA,
HEKOTOPBIX TEeHETHMYECKH JIETEPMUHHPOBAHHBIX 3a00NeBaHWM, Korga TpeOyercss YTOYHEHHE
KJIMHUYECKH BAKHBIX MOJEKYJSIPHBIX MapaMeTpoB C MLenblo JuddepeHInanbHoi THarHOCTHKH,
OLICHKM IIPOTHO3a W BBIABJIECHMS TapreroB. JlIi yCBOEHHUS TEOPETHUUYECKUX OCHOB MOJIEKYJISPHO-
OMONOTMYECKOW  JTMarHOCTHKH ~ HEOOXOMMMO  TMOHMMAaHHE  MOJEKYISPHBIX  MEXaHHU3MOB
KU3HEACATEILHOCTH KIIETOK, (PM3MONOTMYECKIX U TATOJIOTHYECKUX MPOIECCOB, MPUOOPETEHHOE B
XO€ M3YyYEHUs NPEIUICCTBYIOIIMX JUCUUIUIMH, B TOM uucie Monayaed «llatonorusy»,
«[Tatonornyeckast aHaromus», «OHKOMOP(OIOTHS W COBPEMEHHBIC METOIBI HWCCIICAOBAHHS B
MaTOJIOTHYECKOM  aHaTOMUM», «IMMYyHOTMCTOXMMHYECKAss JUArHOCTMKAa B  IMATOJIOTHMYECKON
aHATOMU).

N3ydenre TuCIUIUIMHBI HEOOXOAMMO TSI 3aKpEIUICHUS 3HAaHUH, YMEHUH U HaBBIKOB B XOJI€
MOCJENYIOIIETO MPOXOKACHHUS MPOU3BOACTBEHHON (KIMHUYECKOW) MPAKTUKHU, MOATOTOBKU U



CIauu roCyaapCTBCHHOI0 5K3aMeEHa.

Tpe6oBanus K pe3yibTaTaM 0CBOEHUS TUCUHMILINHBI (MOIYJIs1):

dopmMupoBaHue YHUBEPCATbHBIX, 001IeNpodheCCHOHATBHBIX U MPO(ECCHOHATBHBIX KOMIETEHIIUN
y 00YYaroIIMXCsl B paMKax U3YUYCHHsI TUCIUILTAHBI (MOIYJIs) TPEAIOIaracT OBJIaIeHIUE CHCTEMON
TEOPETUYECKUX 3HAHUM MO BBIOPAHHON CHEIUAIBHOCTH W (OPMHUPOBAHHUE COOTBETCTBYIOLIMX
YMEHMH U (WIK) BIaJCHUH.

Koa u HauMeHOBaHHEe
KOMIICTCHIIUA, HHAUKATOPA
JOCTHKCHUSA KOMIICTCHIIUN

IInanupyemMsble pe3yJbTaThl 00y4eHHs 10 JUCHHUIINHE

YK-1. Cnioco0eH KpUTHYECKH M CUCTEMHO aHAJIM3UPOBAThH, ONPeAe/siTh BO3MOKHOCTH U
CrocoObI MPUMEHEHHs TOCTHKEHNUS B 00J1aCTH MeIMIMHBI U (papMalnum B
npodeccHoHaTbHOM KOHTEKCTe

VK-1.1. Ananusupyer 3Hark: 3aKOHBI (POPMaITLHOMN JIOTUKH, METOIbI KPHTHYECKOTO
TOCTHKEHHS B 00JIaCTH aHaJIi3a 1 CUHTE3a
MEIHIIMHEI ¥ (papMaIriu B
1podheCCHOHATBHOM YMerts: HHTEPIPETUPOBATH U AHATIM3UPOBATH HH(OPMALIHIO,
KOHTEKCTe MOTYYSHHYIO TIPH MOJIEKYISPHO-OHOIOTHYECKOM
/TEHETUYECKOM HCCIICIOBAHUH; aHAJIM3UPOBATh
CHUTYAIMIO ¥ HAXOANUTH BEPHBIE PEILICHUsI
Brnaners: | JIoruueckrMu METOIAMH U IPHEMaMHU [IPU aHaJIHN3e
WHPOPMAIH, TIOYYSHHOW PU MOJIEKYIISIPHO-
OHMOJIOTMYECKOM/TE€HETHIECKOM HCCIICOBAHUHT
VK-1.2. Onpenensier 3HaTh: OCHOBHEBIE MOJIEKYJISIPHO-OHMOJIOTHIECKIE
BO3MOIKHOCTH U CIIOCOOBI /TeHeTUYEeCKHE MAapKEpLI 1 UX 3HAYCHHE B paHHCﬁ
IPHMCHEHHS JOCTHKEHHUS B JIMAarHOCTHKE 3a00JIEBaHUH; POJIb MOJICKYJISIPHO-
06IACTH METHIHHBI H OHMOIOTHYECKUX /reljemqecrcnx WCCIIEZIOBaHUH B
bapmaruu B G epeHInanbHON THarHOCTHKE MATOIOTUIECKUX
MIPOIIECCOB
npodeccuoHaTbHOM -
YMerTs: OTIpeNeNTUTh Habop MapKepoB, HEOOXOTUMBIX IS
KOHTEKCTE MPOBEICHHUS PaHHEH AUATHOCTUKU
Brnaners: | HaBbIKAMM HPUMEHEHUS MOJIEKYIISIPHO-OMOIOTHUECKUX
/TEHEeTHYECKUX METOJIOB B PAHHEH JIMarHOCTUKE U
OLIEHKE MTPOTHO3a MAaTOJIOIMIECKUX COCTOSIHUI

OIIK-4. Cnoco0eH K NMPUMMEHEHHI0 NMATOJ0TOAHATOMHMYECKHUX METOI0B JHATHOCTHKH H
HHTEPNPETANNH UX Pe3YJIbTATOB

OIIK-4.1. IIpumensiet
[IaTOJIOr0aHATOMHUYECKHE
METO/Ibl TUarHOCTUKH

3HAaTB:

BHJIbI U OCOOEHHOCTH OpraHU3aI[MH MOJICKYJISIPHO-
OHOJIOTMYECKOTO / TEHETHUECKOI'O UCCIIEJOBAHMS,
oTalbl IPOBEACHUA, BO3MOKHBIC HpO6J'IeMBI npu
MPOBEICHUH MCCIICIOBAaHUI

VYMeTh:

MPOBOANUTE MOP(HOJIOTHYECKYIO 1 MOJIEKYIISIPHYIO
JIMAarHOCTHKY 100OpOKayeCTBEHHBIX U
3710Ka4eCTBEHHBIX HOBOOOPA30BaHUI, ONPENEIIATh
Ha0Op MapKepoB, HEOOXOMUMBIX IS TPOBENICHUS
JwhbepeHInanbHON JUArHOCTUKH

Bnanerts:

HaBbIKaMH1 OpTraHU3aIUH, MGTO]II/IKOfI
Hp0601'[0)11" OTOBKU, ITPOBCACHUA MOJICKYJISIPHO-
OHOJIOTUYECKOro / TEHETHYECKOTO HCCICAOBaHMA

OIIK-4.2. NaTepnperupyer
pe3yJIbTaThl
1aTOJIOTOAHATOMUYECKHUX
METOJ0B AUAarHOCTUKHU

3HaTsk:

METOAMKY OIIEHKH PE3YJIbTaTOB MOJIEKYJSPHO-
OMOJIOTUYECKOTO /TEHETHIECKOTO MCCIIEI0BAHNS;
3HAUCHHE PA3IMYHBIX OMOMAPKEPOB /ISl BHLSICHEHUS
[IaTOT€HE3a MAaTOJIOTHYECKUX MTPOLIECCOB

VYMeTh:

(hopMynHpOBATH MATOIOTOAHATOMUYECKHUI TUATHO3 C
Y4eTOM JAHHBIX MOJIEKYIIIPHO-OHOIOTHIECKOTO




/TEeHETHYECKOTO HUCCICA0BaHUA

Brnagets: | HaBBIKAMHU OIICHKH PE3YJIETATOB MOJICKYIISIPHO-
OHOJIOTHYECKUX /TEHETUUECKHMX HCCIIEIOBAHMNM;
HABBIKAMH HUCTIONB30BAHUS PE3yIETATOB MOJICKYIISIPHO-
OMOJIOTHYECKOTO / TCHETHUECKOTO MCCIICIOBAHMS ITPH
IJIAHUPOBAHUU MEP BTOPUYHON M TPETHYHOU
IPOPUITAKTHKH

2. O0bem auCUMIIMHBI (MOAYJIS1) 10 BHIaM Y4eOHO# padoThl

Bujbl yueOHo# paGoThI Bcero uacos O0BbeM no roxam o0y4eHus
KonTakTHasi pa6oTa 00yuaroimerocs ¢ 52 1 2
npenoiaBaTesieM M0 BHAAM y4eOHBIX 52
3anaTuii (KP):

Jlexuus (JI) 4 4

CeMuHAPCKOS/TIPAKTHYECKOE 3aHATHE 48 48
(CII3)

Koncynpranum (K) - - -

CamocTosiTeibHAas padoTa 00yualouierocsi, 20 20

B TOM YHCJIE MOATOTOBKA K MPOMEKYTOUHOI
arrecrauuu (CP)

Buja npoMe:xyTo4HOM aTTecTannu: 3a4eTr 3a4yer
(3), 3auer c onenxoii (30), Dx3amen (3)
OO0 00beM AUCIUIUIMHLI B Yacax 72 72
OO0mmi 00beEM TUCHUIUINHBI B 3a4€THBIX 2 2
SIMHAIAX

3. Conep:kanue TUCHUNIHHBI

Pasnen 1. OcHOBBI MOJIEKYJISIPHO-0MOJIOTHYeCKOH/ reHeTHYeCKOM JTUATHOCTUKH

1.1.TeopeTudeckune ocHOBBI. VcTOpus, OCHOBHbIE NOHATHSA, 3aJa4l. Marepuan/0noo0pasiibl A
MOJIEKYJISIPHO-OMOJIOTMYECKOTO McclleoBaHus. [eHOM uenoBeka, TPaHCKPHUIITOM, MPOTEOM; -
OMHKCHBIE TexHosoruu. HacneacTBeHHOCT, M3MEHUMBOCTh. KiMHHUYECKH  3HaYMMBbIe
MOJIEKYJISIPHO-TEHETUUECKHE ~ HapylleHus  (OTHOHYKJICOTHIHBIE  MYyTalluH,  JeJeLHH,
TPaHCIIOKAITUH, aMIUTU(UKAIMS U T.I1.).

1.2.MoJieKky/1sipHbIe MEXaHHU3MbI PpPeaJM3anUN TeHeTHYeCKOH HH(OpManmuu. OKCIpeccus
T€HOB (OCHOBHBIE TTOHATHS ), PETYAMPYIOIIHUX KJIETOUHBIHN IIUKJI, METaCTaTUYECKYIO U MHBA3UBHYIO
aKTUBHOCTb KJIETOK, aroITo3. DKCIPECCUs] TeHOB, KOMUPYIOIINX aAre3uBHbIE ONKH, (haKTOpbI
HEOAHTHOIeHe3a, LINTOKUHBI; TeHBI-CYIpeccophl. [ eHeTHUecKue U AMUreHeTHYecKre (PaKTophbl B
peanu3anuy naroJIorn4eckoro mporecca.

1.3.MeToabl MOJIEKYJIAPHO-0M0JI0THYeCKOro/reHeTudeckoro ucciaenoBanusi. [11[P. Texnonoruun
MOJTHOTEHOMHOTO CEKBEHHUPOBAaHMs WJIM CEKBEHUpOBaHHs HoBoro mnokoneHus (NGS).
Texnomorusi MukpountioB. dmoopecuentHas ruopuamzanus in situ (FISH). HeobGxomumoe
000pyIOBaHUE U JIOMIOTHUTEIbHbIE PEareHThI.

1.4.CrangapTu3anusi  MOJIEKYJISPHO-OMOJIOTHYECKHX METOI0B, KOHTPOJIb KAadecTBa.
JIO>KHONOJIOKUTENBHBIE U JIOKHOOTPULIATEIbHBIE PE3YNIbTaThl. IHTEpIpeTanus pes3yabsTaTos.

1.5. Ob6nacTp mNpUMeHEHHUsSI MOJIEKYJISIPHO-0MOJIOTHYECKUX/TeHETUYECKUX HCCJIeOBAHMIA.
JluarHoctuka HaclneACTBEHHbIX (opMm mnarojoruu. OmnpeneneHne MapKepoB MPOTHO3a.
Onpenenenue MapKepoB, CBUJETEIbCTBYOIINX 0 HayaJbHbIX CTausX



MaTOJIOTMYECKOTO/OMyX0JIeBOTO TIporiecca (Mapkepsl paHHEW auarHocTtukw). OnpeneneHue
MapKepoB, CBUJIETENBCTBYIOIINX O HAIMYMU MUKpoMeTacTa3oB. Juarnocruka JIHK-mapkepos,
OTIpEIeNIAIONINX YYBCTBUTEILHOCTh K JIEKAPCTBEHHBIM IIpenaparaM, OCOOCHHO K TapreTHOM
TEpanuH.

Pasznen 2. YacTHbIE BOIIPOCHI MOJIeKyJ]ﬂpHO-ﬁl/IOJIOFI/I'leCKOﬁ/FeHeTHqCCKOﬁ AUATHOCTUKHU

2.1. HacaeacrBeHnHble 3a00/1eBaHusi. AHAJIN3 CEMEMHOIO aHaMHe3a; BEPTUKAJIbHAs [Iepeiadya B
POIOCTIOBHOM, HAaclieZloBaHWE OT poauTeneil nerbMu. Pannss manudecrauus 3aboseBaHus,
pasHbIi BO3pacT MaHU(ECTaluu Uil Pa3HbIX CHUHAPOMOB. lepMuHaNbHBIE (HACIEIyeMbIC)
MyTalUU T'€HOB.

2.2. Moneky/JsipHO-TeHeTHYEeCKHe MapKepbl B ONYX0JeBOM WJIM OMOICHIHOM MartepmaJie.
AHanu3 CUHXPOHHBIX WJIM METAXPOHHBIX OITYXOJIEH JJIs1 BBISICHEHUS KIIOHAIBHOTO IIPOUCXOXKACHHUS
onyxojeld. MOHOKIOHAJIbHBIE W OJIMTOKJIOHAJIbHBIE OMYyXOiW. [lonukiioHanbHBIE OIyXOJIHd —
3HauUeHHWe JJIsl MPOTHO3a W Tepanmuu. MoNeKylIsIpHO-reHeTHYecKasl AUarHOCTHKAa MOIMMOP(HBIX
BapUAHTOB OITyXOJIEH.

2.3. MoJjieky/asipHO-0HO0JIOTHYECKHE HCCIeJ0OBaHUS B OHKojJoruu. Haumbosiee 3Haummbie
JTMAarHOCTUYECKHE M MPOTHOCTHYECKHUE MOJEKYISPHO-TEHETHUECKUE MapKEPhl/KPUTEPUU: paka
MOJIOYHOM JK€J€3bl, paKa IpPOCTAThl, paKa JIETKOTO, paKa 3HAOMETPHUS U SAUYHUKOB, OIyXOJeH
MSATKUX TKaHEH U Ap.

2.4. MouekyJasipHO-0MOJIOTHYECKHEe  HCCJIeJOBAHUSI  XPOHMYECKHX  (CHCTEMHBIX)
NaToJIOrH4ecKuX nmpoueccos. Pesmaronansiii aprput. Tybepkynes. Bupycusie renatutsl. BUY-
uHpexnus. COVID-19.

2.5. MoJieKyJIIpHO-TeHEeTUYECKUE NCCIeOBAHUS B OHKOreMaToJioruu. I'emoryio0MHOATHH.
BpoxkaeHHbIe reMOJMTHYECCKHE AHEMHH

4. YyeOHO-TeMAaTHYECCKUH IJIaH JUCHHIIINHBI

Homep HaunmeHnoBaHue pa3aesioB, TeM Konuuecrso yacos ®opma
pa3neia, Bcero | KP J CII3 Ccp KOHTPOJIst
TEMbI
Paznesn 1 | OCHOBBI MOJIEKYJISIPHO- 24 20 2 18 4 Tecrupo-
0M0JIOTNYeCcKOl /TeHeTHYecKOoi BaHHe
AUATHOCTHKH
Tema 1.1 | TeopeTnueckue OCHOBBI 4 3 1 2 1
Tema 1.2 | MonekynspHble MEXaHU3MbI 4 4 4
pean3alnny reHeTUYeCKOn
nHbOpMaIH
Tema 1.3 | MeToabl MONIEKYIISIPHO- 4 4 4
OMOJIOTMIECKOTO/TEHETHYECKOTO
WCCTIEZIOBAHUS
Tema 1.4 | CranmapTuzanus MOJIEKYISIpHO- 4 3 1 2 1
OMOJIOTMYECKUX METO0B, KOHTPOJIb
Ka4yecTBa
Tema 1.5 | Obmactb mpUMEHEHUS MOJICKYIISIPHO- 8 6 6 2
OMOJIOTNYECKUX/TEHETHYECKUX
HCCIIEIOBAHUI
Pa3znen 2 | YacTHbIe BOMPOCHI 48 32 2 30 16 Tectupo-
MOJIEKYJIAPHO- BaHHC
O0HMO/10THYeCKOH/TeHeTHYeCKO
JAMATHOCTHKU
Tema 2.1 | HacnencrBenusle 3a00i1eBaHUS 9 6 6 3




Tema 2.2 | MonekyasipHO-TEeHETHYECKUE 9 6 6 3
MapKephl B OITYXOJIEBOM HITH
OHMOTICHIHOM MarepHare

Tema 2.3 | MonekysipHO-0HOIOTHYESCKUE 10 7 1 6 3
HCCIIEIOBAHMS B OHKOJIOTUH
Tema 2.4 | MonekysipHO-OHMOJIOTHYECKIE 10 6 6 4

WCCIIEIOBAHUS XPOHUYECKUX
(cHCTEMHBIX) MATONIOTUYECKUX
IPOLIECCOB

Tema 2.5 | MonekyasipHO-TeHETUIECKHE 10 7 1 6 3
WCCIIEIOBAHUS B OHKOTEMAaTOJIOT M.
I'emorno6unonaruu. BpoxkaeHHbie
TEMOJINTUYECKUE aHEMUHU

OO61muii 00bem 72 52 4 48 20

5. YueOHO-MeTOAUYeCKOE o0ecieYeHrne CaMOCTOSITeIbHOM Pad0ThHI 00y4aK0IIMXCS

Lenb caMocTOSITEHHOM PabOThI 00YYAIOIIUXCS 3aKITI0YACTCS B TNTyOOKOM YCBOGHUH yueOHOTO
Martepuajia U B Pa3BUTHH HABBIKOB caMooOpa3oBaHus. CamoCTOsTelbHAs padoTa BKIIHOYACT:
paboTy ¢ TeKcTaMH, OCHOBHOW M JIOMOJHUTEIBHON JUTEPaTypoil, y4eOHO- METOIUYSCKHMHU
oCcOOUSIMU, HOPMATHBHBIMH MaTepUaliaMd, B TOM 4YHCJIe Marepuanamu HHTepHeTa, a Takke
npopabOTKy KOHCIIEKTOB JICKI[HIA, HAMCAHUE pedepaToB, yuacTue B paboTe CEMUHAPOB, HAYUHBIX
KOH(pEpeHIHX.

KonTponb camocTosITensHOM paboThl OCYIIECTBISETCS HAa CEMUHAPCKHUX (MPAKTHUYECKHUX
3aHSTHUAX ) 3QHATHAX.

6. OneHo4uHbIE CPeACTBA /15 IPOBEACHUS TEKYIIEro KOHTPOJISA YCIIEeBAEMOCTH U
NMPOMEKYTOYHOM aTTECTANH 00y4al0IINXCS

HpI/IMepHBIe OLICHOYHBIC CPCACTBA, BKIIHOYAA OLUCHOYHBIC 3aJaHUs JJIAA IPOBCACHUS TCKYLICTO
KOHTPOJIA YCIICBAECMOCTH H HpOMG)I(}’TO‘IHOﬁ arrecTaluu O6y‘-IaIOHII/IXC$I o JUCHUIIINHE
MMPpEACTaBJICHLI B HpI/IJ'IO)KeHI/II/I 1 OI.[CHO‘{HBIG CpeAcTBa Mo JUCHUIIINHEC.

7. YueOHO-MeTOANYeCKOe U HH(OpMaLHOHHOE o0ecTIeYeHne IM CIMIIJIMHbI

7.1. OcHOBHasA JUTEpaTypa:

1. ®annep JI.M., Iunac J. MonexynspHas GHOIOTHUS KIETKU. PyKOBOACTBO JUIs Bpaueii.
—M.: BUHOM, 2014. — 256 c.

2. T'enomuka — meaunune. Hayunoe uznanume / pex. B.M.Usanos, JI.JI.Kucenes. — M.:
Axanmemknura, 2005. — 392 c.

3. 0pos N.IO., Bounosa B.IO., Bopcanoa C.I'., IOpo IO.B. MonekyspHbie u
KJIMHHYECKHE OCHOBBI HACIIEICTBEHHEIX Ooae3Her. — M.: Akagemusa Ectectso3nanus, 2018. — 100
c.

4. Bopcanosa C.JI., IOpos I0.5., UYepuemos B.H. XpoMOCOMHBIE CHHIPOMEI
u anoManuu. Knaccudukanusa u HomeHnkiarypa. — Pocros-Ha-Jlony: PITMYVY, 1999. — 192 c.

5. Tunrep E.K. Memununckas reseruka. — M.: Menununa, 2003. — 448 c.

6. Pe6puxos JI.B., Casunosa A.M., Camaros I'.A., A6pamos JI.J1., Tpodpumon JI.IO.,
Koduamun U.A., Cemenos I1.A. [ILIP B peanibHoM Bpemenu. — 2014. — 226 c.

7. MonekynspHO-TeHETHIECKHE MCCIEe0BaHUs B OHKojI0TUH / pel. B.B.OMenbaHoBCcKui,
E.H.Umsautos. — M.: Hayka, 2021. — 208 c.


https://famous-scientists.ru/11027
https://famous-scientists.ru/11061

8. Knuanueckas nabopaTopHas AMarHoCTHKa: yueOHukK / pea. B.B.Jlonros. — M.: ®I'BOY
JITIO PMAHIIO, 2016. — 668 c.

9. Bonesuu C.B. BoiinoB B.A. MoieKy/sspHble MEXaHH3Mbl B IATOJOTHH YEJIOBEKA:
PykoBoacTBo miis Bpauei. —2012. — 208 c.

7.2. lono/IHUTeIbHAS JTUTEpPaTypa:

1. Crpekanos JI.JI. MoneKynIapHO-T€HETHYECKME OCHOBBI IIATOIEHE3a MOHOIEHHBIX U
MHOTO()aKTOPHBIX  CEPJEYHO-COCYIUCTHIX 3abosieBaHnil. — VYueOHoe mocobue.
CIIGITIMY. - 2017. - 32 c.

2. Onxonorust [Dnektponnslii pecypc] / pex. B.M.Umccos, M.U.JlaBbigoB. — M.:
I'DOTAP-Memuna, 2013. — 1072 c. — ISBN 978-5-9704-2368-4 — Pexum pgocryna:
https://www.rosmedlib.ru/book/ISBN9785970423684.html

3. Ouxomammonorus / pex. B.A . Xaiinerko, JI.B.Komos. — M.: ME/Ipecc-ungopm, 2015.
—328c.

4. Oukoyponorus: HaMOHAILHOE PyKoBoAcTBO / pen. B. Umccos, B.Anekcees, U.
PycakoB. — M.: I'D0OTAP-Meaua, 2012. — 694 c.

5 . OHYXOJ'II/I MO‘ICBBI,HGHHTCHBHOﬁ CUCTCMbI MU MYKCKHUX  IIOJIOBBIX  OpIraHOB.

Mopdonoruueckas 1MarHoCTUKA U T€HETHKA: PyKOBOJCTBO A Bpauelt / pen. FO.FO.Anapeesa,
I'.A.®pank. — M.: [Ipaktuueckas meauiuua, 2014. — 216 c.

6. Onyxonu meiikn Matkid. Mopgonorudeckas JUarHOCTUKA M T€HETUKA: PYKOBOJCTBO
s Bpaueit / pen. FO.1FO.Annpeesa, I'.A.@pank. — M.: [Ipaktuueckas menununa, 2014. — 126 c.

7.3. Ilepeuennb pecypcoB HH(POPMALMOHHO-TETIEKOMMYHUKAIIMOHHOM ceTu «HTEepHET»

1. Odurmansusiii caiit ®ULL ®TM: agpec pecypca — https://frcftm.ru/, Ha KoTOpOM
coJiepKarcs cBeleHus: 00 00pa30BaTEIbHOM OpraHN3aluy U €€ MO/Ipa3ieeHUsX, JOKaIbHbIE
HOPMAaTHBHBIE aKThI, CBEJICHHS O pealln3yeMbIX 00pa30BaTeNbHBIX MPOrpaMMax, UX y4eOHO-
METOAMYECKOM M MaTepUalbHO-TEXHUYECKOM 00ECTIeUeHNH, a TaKKe CIIpaBOYHasl, OTlepaTuBHAs
U UHasi “HQopmarus.

2.0MIM— Online Mendelian Inheritance in Man (371€KTPOHHbIA KaTanor HacAeACTBEHHbIX
3abonesaHnin): http://www.ncbi.nlm.nih.gov/sites/entrez?db=0MIM.

3.POSSUM - Pictures of Standard Syndromes and Undiagnosed Malformations (31exrpoHHas
0a3a MaHHBIX HACIEACTBEHHBIX CUHIIPOMOB): http:www.possumcore.com/nuxeo/login.jsp.
4.PubMed — National Library of Medicine, National Center for Biotechnology Information (6a3a
JAHHBIX HAy4YHBIX CTaTeid, IMOCBSIIEHHBIX PA3JIUYHBIM aCTeKTaM OWOJIOTUH W MEIUIHBI):
https://pubmed.ncbi.nlm.nih.gov.

7.4. IlepeyeHnn npogecCHOHATBHBIX 023 JAHHBIX 1 HH(POPMALMOHHBIX CIIPABOYHBIX CHCTEM

1. http://www.consultant.ru — KoHCyNIbTaHT CTy/A€HTa, KOMIIbIOTEpHAs CIIpaBOYHAs MPaBOBas
cucrema B PO;


https://www.rosmedlib.ru/book/ISBN9785970423684.html

2. https://www.garant.ru — ['apaHT.py, CHpaBOYHO-TIpaBOBasi CHCTEMa IO 3aKOHOAATEIIbCTBY
Poccuiickoit @enepanuu;

8. MaTtepuajibHO-TEXHHYECKOE o0ecnedyeHre JUCUMIIIMHBI

8.1. Ilepeyennb momenieHuii 1 000PYIOBAHMS IJIsl IPOBeAeHNs] YUeOHBIX 3aAHATHH 110
AUCIHHUIJIMHE

[Tomemenue Anpec, HauMeHOBaHHE
[Tepeuens 06opynoBaHUs
(TuTomaab) OpraHU3aIuN
.| JJaboparopus | Anmapar JUISt aBTOMATUYECKOU npoBoaAku| UHCTUTYT
KIIMHUYECKON |rucrosoruueckoro Martepuana STP-120 (1 wrT.);| MosekyasipHOR
Mopdosorun | canHblii MukporoM HM 430 (1 mir.); poTalimoHHBIN| TATOJIOTHH 1
BaxHeHmmx |mukporoM HM 325 (1 mr.); BerTspkHbIe mKads! (3| maromopdonornn OUILL
3a00JICBaHUH, |IIT.); CTOJ C BBITSDKKOH IS BBIpE3kH OuoncuitHo-| OTM,
KoM. 620 ornepauroHHoro Matepuana (1 mwr.); mukpockon MC2
, koM. 655 Zoom 1CR 151 MAaKpOCKOITMUYECKOM OLIEHKH OOBEKTOB
(2 mt.); mukpockon AxioStar (1 mT.); MUKPOCKOTIBI
PrimoStar (5 mrt.); mkad a1 THUCTOIOrHMYECKOTO
apxuBa (4 wr.); mopo3wibHUK -86C, 86 1 SANYO
Ultra Low (1 mr.); ummyHorucrocreitnep — 1 miT;
NaHeNb aHTUTENl  JUIi HMMMYHOIMCTOXMMHYECKUX
ucceoBaHuii — | T, AETeKIMOHHAS CUCTeMa s
MMMYHOTUCTOXMMHUYECKUX UCCIIeI0OBaHMiA — | 1T;
Kongepenn- |Hoyroyk Asus F3Ka TL60 (1 wT.); npoektop Epson| UucTuTyT
3ai;, koM. 611 |EB-93 (1 m.). MOJIEKYJIAPHOU

IIaTOJIOTUHU U
natomopdomnorun GUIL]
OT™M

[Tomemenune |Texuuueckue cpencra oOydeHus: Kommerorep Asus| YueOHO-MEeTOANYECKUT
IS — 1 mwmr. Kommberorep Interlink — 4 . uearp ®UL OTM
camocrosaTelb | Cnenuanu3upoBaHHAs MeOeb: Cron

HOU paboTel | KommbloTepHbIi — 10 mt. Kpecno komnbsrotepHoe- 10

obywatormuxc (mr. Crom - 1 mr. Crym - 1 T

a Ne 409 Ilepeuenn JIMLEH3UOHHOIO IIPOrPaMMHOTIO

obecmeuenus: Linux Mint, Libra Office [lomemenue
obecrieueHo noctynom Kk cetu «MHTepHeT» U
AJICKTPOHHOW  MH(POPMAIMOHHO-00pPa30BaTEILHOMN
cpene OUIL OTM.




9. MeToauuecKue YKazaHust AJasd Oﬁy‘lalOIIII/IXCﬂ M0 U3YYCHUI0 TUCHUIIJINHBI

[IperonaBanrie  JUCHMIUIMHBI ~ OCYIIECTBICTCS B  COOTBETCTBHM ¢  DenepanbHbIM
rocyAapCTBEHHBIM 00pa30BaTEIbHBIM CTaHJAPTOM BBICHIETO 0Opa30BaHUS.

OcHOBHBIMHU (pOpMaMU TOTYUYCHHUS U 3aKPETUICHUS] 3HAHUH 110 JAHHOW TUCIUIUIMHE SBISIOTCS
3aHATHUA JICKIIMOHHOTO U MPAKTUYECKOTO TUIIA, CAMOCTOsITeNIbHAsA paboTa 00y4arouierocsi, B ToM
YHCIIe 0] PyKOBOICTBOM IPETIOAABATEINS, TPOXOKACHNE KOHTPOJISL.

VY4eOHblif MaTepual Mo JUCHUILTMHE pa3/IeieH Ha JBa pasjiena:

Paznen 1. OcHOBBI MONIEKYIISIPHO-OMOIOTHIECKOM / TEHETHYECKOM THArHOCTUKH
Pa3nen 2. Yactasie BOnpockl MOJIEKYIISIPHO-OMOIOTMYECKOM/TEHETUYECKOM TMAarHOCTUKU

W3ydenue TUCHUILTUHBI, COTJIACHO y4eOHOMY IUIaHy, MPEIIOoIaracT CaMOCTOSTEIbHYIO paboTy
obyuarontuxcs. CamocrosaTenbHas paboTa BKIOYaeT B ce0s HM3ydYeHHE Y4YeOHOH, yueOHO-
METOAMYECKON U CIELUAIbHOU JINTEpaTyphl, €€ KOHCIIEKTUPOBAHUE, MOATOTOBKY K CEMHUHAapaM
(MIpaKTUYECKUM 3aHATHUSAM), TEKYIIEMY KOHTPOJIIO YCIIEBAEMOCTH U MMPOMEXKYTOUHON aTTecTalluu
(3auery).

Texymuii KOHTPOJIb YCIIEBAEMOCTH MO JUCIHUILTUHE (MOAYJIIO) M POMEKYTOUYHAS aTTeCTAIUs
OCYILECTBIISIFOTCS. B COOTBETCTBHHM C IlONOKEHHEM O TPOBENEHUH TEKYIIEro KOHTPOJIS
YCIEeBAaeMOCTH M OpraHH3alii W TMPOBEACHUS MPOMEXKYTOUHOM aTTecTaluu OO0yYaroIIuxcs,
yYCTaHABJIMBAIOUINM (OPMBI TPOBEICHHSI MPOMEKYTOUHOW ATTECTAIlMU, €€ TEePUOJUYHOCTh H
CUCTEMY OILICHOK.

10. MeToguveckne peKOMEHIALMH NPENoAaBaTe/II0 10 OPraHU3auMu Y4eOHOro
npoiecca no JMCUMIINHE

[IpenogaBanue JIUCHUIUIMHBI OCYIIECTBISIETCS B  COOTBETCTBUU ¢ DenepaabHbIMU
rocyAapcTBEHHBIMU 00pa30BaTEeIbHBIMU CTaHApPTaMU BBICIIETO 0Opa30BaHHUS.

[Ipy u3ydyeHHH TUCHUTUIIMHBI (MOIYJsI) PEKOMEHIYETCS HCIIONb30BaTh CIEAYIOMUNA Habop
CPEZCTB U CIIOCOO0B 00yUEHHUS:

- PEKOMEH1yeMYI0 OCHOBHYIO U JIOMIOJIHUTENIbHYIO JTUTEPATYPY;

- 3aJIaHUs ISl IOJTOTOBKYU K CeMHUHAapaM (ITPaKTUYECKUM 3aHSTHSIM ) — BOIIPOCHI [ 00Cy K IeHUS
U p.;

- 3a/aHus i1 TEKYIIeT0 KOHTPOJsS YCHEeBAaeMOCTH (3aaHMs ISl CaMOCTOSITEIbHOW paboThI
o0yyJaronmxcs);

- BOMNPOCHI M 3aJlaHus JJIs MOATOTOBKH K MPOMEKYTOUHOM aTTECTallMy MO UTOTaM HU3Yy4YEeHUs
JTUCHUIIIMHBI, TO3BOJISIONINE OIEHUTh 3HAHUS, YMEHUA W YpPOBEHb MPUOOPETEHHBIX
KOMIIETECHIIUH.

[Ipu mpoBeneHUM 3aHATHI JIEKIIMOHHOTO M CEMHUHAPCKOTO THIIA, B TOM 4ucie B (opme
BeOMHApOB W on-line KypcoB HEOOXOAUMO CTPOTO MPUIEPKUBATHCA YyU4eOHO-TEMATHUECKOTO
MJIaHa JUCHUTUIMHBI (MOMYJIs), TPUBEIECHHOTO B pasierne 4 JaHHOTo JokyMeHTa. HeoOxomumo
YAEJIUTh BHUMAHUE PACCMOTPEHUIO BOIPOCOB U 33JJaHUI, BKIIFOYEHHBIX B OLIEHOYHBIE 3aJJaHus,
MpU HEOOXOIUMOCTH, PEIIUTh aHAJIOTUYHBIC 3a7a91 C OOBSICHEHUEM JITOPUTMA PEIICHUSI.

CrnenyeT 00paTUTh BHUMaHUE O0YYAIOMIMXCS Ha TO, YTO JUIS YCIEIIHOM MOATOTOBKH K
TEKYIIEeMy KOHTPOJIIO YCIIEBAEMOCTH 1 MTPOMEKYTOUHON aTTECTAIlUU HYKHO U3YUUTh
MaTepuaibl OCHOBHOM U JOMOJHUTEIBHOM JINTEpaTyphl, CIIMCOK KOTOPBIX MPUBEIEH B pa3aene 7
JaHHOM paboyvel mporpaMMBbl JUCIUIUTHHBI (MOIYJIs1) U MHBIE UCTOYHUKH, PEKOMEH/IOBaHHbIE B
nonpaszaenax «[lepeuens pecypcoB HHPOPMAITMOHHO-TEIEKOMMYHUKAIIMOHHOM CETH
«naTeprer» u «llepeuens npodeccnoHaNbHBIX 0a3 JAHHBIX U WHOOPMAITMOHHBIX CITPABOYHBIX
CUCTEM», HEOOXOAUMBIX ISl U3yUEHUS TUCIUTUTMHBI (MOIYIIS).



Texymuii KOHTPOJb YCHEBAEMOCTH M IMPOMEXKYTOUHAs AaTTeCTalUsi OCYIIECTBISIIOTCS B
cootBeTcTBUU ¢ [looxkeHneM o MpoBeIeHUsI TEKYILIEr0 KOHTPOJIS YCIIEBAEMOCTH M OpraHU3aluu
U TPOBEJIEHUS MPOMEKYTOUHON aTTeCTallud OOYyYarolIMXCs, YCTaHaBIUBAIOIIUM (POpPMBI
MPOBEICHUS TPOMEKYTOYHOM aTTecTally, €€ MePUOAUYHOCTh U CUCTEMY OLIEHOK, C KOTOPBIMU
HE00X0JUMO 03HAKOMUThH 00YUaIOUINXCs HA TIEPBOM 3aHSATHH.



Ilpunoscenue 1

OIEHOYHBIE CPEACTBA 11O JUCHUIIVIMHE
«MOJIEKYJIIPHO-BUOJIOTMYECKASI JUATHOCTUKA B TATOJIOTMYECKOH
AHATOMMN»

CnenuanbHOCTD:
31.08.07 I1aTosornueckass aHAaTOMHUS

YpoBeHb BhICIIEro 00pa3oBaHus:
NMOAr0TOBKA KA/JPOB BbICHIEH KBATH(UKAIIUN

HoBocubupck

2023 r.



1.Ilepeyenb kKomneTeHMii, GopMHUPYyeMbIX B NPoLecce U3yYeHUS TUCIUIITHHBI

Koa u HauMeHOBaHHEe
KOMIICTCHIIUHA, HHAUKATOPA
JOCTHIKCHUSA KOMIICTCHIIUN

IInanupyemMsble pe3yJbTaThl 00y4eHHs 10 JUCHHUIINHE

YK-1. Cnioco0eH KpUTHYECKU U CHCTEMHO aHAJIM3UPOBAThH, ONPeAe/siTh BO3SMOKHOCTH 1
€noco0bI MPUMEHEeHHs JOCTUKEHUsI B 00J1aCTH MeIMIIMHBI U (papManun B
npogeccHoHaTbHOM KOHTEKCTe

VK-1.1. Ananusupyer 3Hark: 3aKOHBI (POPMaITLHOMN JIOTUKH, METOJIbI KPHTHYECKOTO
JOCTHIKEHMS B 00J1aCTH aHajim3a 1 CUHTE3a
MEIHIIMHEI ¥ (papMaIriu B
IPODECCHOHATBHOM YMeTh: MHTEPIPETUPOBATh ¥ aHATU3UPOBATH UH(GOPMAILIHIO,
KOHTEKCTe MOJYYCHHYIO TIPY MOJICKYJISIPHO-OHOJIOTHIECKOM
/TEHETUYIECKOM HCCIICIOBAaHUH; aHATN3UPOBATh
CUTYAITMIO ¥ HAXOIUTh BEPHBIC PEITCHISI
Bnagers: | JIOrHYECKMMHU METOJIAMU M ITPUEMaMU TIPY aHAITN3e
rH(OPMAIUH, TTOTYYSHHOHN PU MOJICKYIISIPHO-
OMOJI0rHYECKOM/TEHETUUECKOM HCCIIETOBAHUH
VK-1.2. Onpenenser 3HaTh: OCHOBHBIC MOJICKYJISIPHO-OHOJIOTHUECKHE
BO3MOKHOCTHU U CHOCO6BI /FCHGTI/I‘{GCKI/IG MAapKEpLI 1 UX 3HAYCHHE B paHHCﬁ
IPUMCHEHHS JOCTIIKCHIS B JTUATHOCTHKE 3a00JIEBaAHHIA; POJTH MOJIEKYIISIPHO-
0GIACTH MEIHIIHHBI 1 OMOJOrHYECKUX /reljemqecrcnx HCCIEeN0BaHMIl B
bapmaruy B nuddepeHInanTbsHON TUarHOCTHKE NaTOI0THIECKUX
MIPOLIECCOB
podeCcCroOHaTLHOM
YMmerTh: OTIpEIEeTNTh HA0OP MapKepOB, HEOOXOAUMBIX IS
KOHTCKCTE TIPOBEICHUS pPaHHEH THAarHOCTHKH
BHaILCTI)Z HaBbIKAMHA HpI/IMeHCHI/IH MOHCKYHﬂpHO-6I/IOHOFI/I‘IeCKI/IX

/TEHETHYECKUX METOJIOB B PAHHEH JUAarHOCTUKE H
OIIEHKE MPOTrHO03a MaTOJOTMYE€CKUX COCTOSTHUI

OIIK-4. Cnioco0eH K MPUMEHEHHI0 MATOJI0T0AHATOMHMYECKHUX METOI0B JUATHOCTHUKH U
HHTEpPNpeTALNHN UX Pe3yJbTATOB

OIIK-4.1. IIpumensier
[IaTOJIOr0aHATOMHUYECKHE
METO/Ibl TUarHOCTUKH

3HAaTB:

BHJIbI U OCOOEHHOCTH OpraHU3aI[MH MOJICKYJISIPHO-
OHOJIOTMYECKOTO / TEHETHUECKOI'O UCCIIEJOBAHMS,
STaIbl MPOBEICHUS, BOBMOKHBIE ITPOOIEMbI IIPH
[IPOBEJICHUH MCCIICIOBAaHUI

VYMmeTh:

MPOBOJUTH MOP(OJIIOTHYECKYIO U MOJIEKYISIPHYIO
JIMAarHOCTHKY 10OpOKayeCTBEHHBIX U
37I0Ka4eCTBEHHBIX HOBOOOPA30BaHMUH, ONPEIEIIATH
Ha0Op MapKepoB, HEOOXOIUMBIX IS TPOBEICHHS
JuhdepeHInanbHON JUArHOCTUKH

Bnanerts:

HaBbIKAMH OpraHU3al[u1, METOIMKON
poOOIOATOTOBKH, ITPOBEACHHS MOJICKYJISIPHO-
OMOJIOTMYECKOr0 / TEHETUYECKOTO UCCIIEI0BAHUS

OIIK-4.2. utepnperupyet
pe3yabTaThI
MaTOJIOr0aHATOMHUYECKHUX
METOZ0B JUArHOCTUKU

3HaTB:

METOAMKY OLIEHKH PE3YJIbTaTOB MOJIEKYJISIPHO-
OMOJIOTHYECKOTO /TeHETUYECKOTO UCCIIeJOBAHMS;
3HAUCHHE PA3IMYHBIX OMOMAPKEPOB /ISl BHISICHEHUS
[IaTOreHe3a NaToJI0IHYECKUX IIPOLIECCOB

VYMeTh:

(hopMynHpOBaTH MATOIOTOAHATOMUYECKHI THATHO3 C
YYeTOM JaHHBIX MOJIEKYJIIPHO-OHOIOTHIECKOTO
/TEHETUYECKOTO UCCIEI0BAHNS

Bnanets:

HaBBIKAMH OLICHKU PE3yJIbTaTOB MOJIEKYJISIPHO-
OHOJIOTHYECKHX /TEHETHYECKUX HUCCIIEI0BAHUIA;
HABBIKAMH HCTIOB30BAHMUS PE3YIETATOB MOJICKYJISIPHO-
OMOIOTUYECKOTO / TEHETUYECKOTO CCIICAOBAaHUS IPU
IIJJAHUPOBAHUH MEP BTOPUYHOM U TPETUUHOM
npodUIAKTHKH




2. Kputepuu v mKaJbl OlleHUBAHUSA KOMIIEeTEHIU

B xozae Texyiero KOHTpoJs ycreBaeMoCTH (YCTHBIN MM MUCbMEHHBIN ONPOC, IOArOTOBKA U
3amuTa pedepara, IOKJIAJA, NMPE3EHTALUs, TECTUPOBAHUE M Ip.) IpU OTBETaX Ha Y4eOHBIX
3aHATHUSAX, a TAKXKe MPOMEKYTOUHOM aTTecTalu B popMe SK3aMeHa U (MIIK) 3a4eTa ¢ OLCHKOU
oOyuyaroliyecsi OLIGHHMBAIOTCS 10  4YEThIpEXOAUIBHOM  HIKaJle:  «OTIMYHO», «XOPOLIO»,
«YJOBJIETBOPUTEIIBHO», «HEYOBIETBOPUTEIHHOY.

OneHka «OTJIMYHO» — BBICTABIISAETCS. OPAMHATOPY, €CIM OH ITyOOKO YCBOWJ IPOrpaMMHBIH
MaTepuall, HCUEpPIbIBAIOIIIE, IIOCIIEI0BATENBHO, YETKO U JJIOTUYECKH CTPOMHO €ro U3JIaraet, yMeeT
CBSI3bIBaTh TEOPUIO C IPAKTHKON, CBOOOJHO CIpaBiseTcs C 3aJadyaMd M BOIPOCAMHU, HeE
3aTpyIHAETCS C OTBETaMU IIPU BUJIOM3MEHEHUH 3aJaHUil, yMEET NPUHATH NIPaBUIILHOE PEIIECHUE
Y IPaMOTHO €ro 000CHOBBIBATb, BIIAJIEET PA3HOCTOPOHHUMH HaBbIKAMU U IIPUEMAMU BBIIIOJIHEHUS
MPAKTUYECKHUX 337a4, KOMIJICKCHOW OIEHKOH MpeJIOKeHHON CUTYalluu, MPaBUILHO BHIOMpAET
TAKTUKY JICHUCTBHIA.

OneHka «XOpomo» — BBICTaBISIETCS OpJUHATOPY, €CIU OH TBEPAO 3HAET MPOrpaMMHBIN
MaTepHall, TPaMOTHO U IO CYILECTBY M3JIaraeT €ro, He JIOMyCKas CyLIeCTBEHHBIX HETOUHOCTEH B
OTBETE Ha BOIIPOC, HO HEAOCTATOYHO MOJIHO PACKPBIBAET MEXAUCLUIIIIMHAPHBIE CBSI3U, IPABUIIBHO
IPUMEHSET TEOPETUUECKHE TOI0KEHUS MIPH PeIICHUH NPAaKTUYECKUX BOIIPOCOB U 3ajiay, BJIaIeeT
HE0OXOJMMBIMU HaBbIKAMU M IPUEMAMU UX BBITIOJHEHUS, KOMIUIEKCHOM OLIEHKOM MPeJI0KEHHON
CUTYyallUH, IPAaBUIIbHO BEIOUPAET TAKTUKY EHCTBHA.

OneHka «yJI0BJIeTBOPUTENbHO» — BBICTABIAETCA OpPJAMHATOPY, €CIAM OH HMEET
IIOBEPXHOCTHBIE 3HAHMsI IPOrpaMMHOIO MaTepuana, He YCBOWJI €ro JeTajeil, Iomyckaer
HETOYHOCTH, OIEpPUPYEeT HEAOCTATOYHO MPABWIBHBIMH  (POPMYIMpPOBKAMH, HapyllaeT
JIOTMYECKYIO0 TI0CIIEA0BAaTEIbHOCTh B HM3J0XKEHUU HPOrPpaMMHOIO MaTepuasa, HCIbITHIBAET
3aTpyIHEHUS IIPU BHIIOJHEHUH NPAKTUUYECKUX 3a/1a4, UCIIBITHIBACT 3aTPYAHEHUS ¢ KOMIUIEKCHON
OLIEHKOI MNpenyoXKEeHHOM CHUTyallud, HE IOJHOCTbIO OTBEYAET Ha BOIPOCH, MPU IHOMOIIU
HABOJAIIUX BOIPOCOB IIPENOAABATENs], BBIOOp TAKTUKU JIEHCTBUN BO3MOXKEH B COOTBETCTBUU C
CUTYyalMel Ipu IOMOIIM HABOISAIIMX BOIIPOCOB.

OneHka «Hey/IOBJIETBOPUTEJIbHO» — BBICTABISETCS OpPJUHATOPY, KOTOPBIM HE 3HaeT
3HAYUTENIBHOM YacTH MPOrpaMMHOrO MaTepualla, JIOIyCKaeT rpyOble OIIMOKH, HEYBEPEHHO, C
O0ONBIIMMU 3aTPYAHEHUSIMHM DELIACT IpPaKTUUYECKHE 3aJaud WIM HE CIpaBisieTcs C HUMHU
CaMOCTOSITENIHO, HE BIIAJieeT KOMIUIEKCHOW OIIEHKON CHTyalliu, HEBEPHO BBIOMpPAET TAKTUKY
JeNCTBUH, MPUBOAILYIO K YXYIIEHUIO CUTYyalllH, HapyIIEeHUIO 0€30I1aCHOCTH MalleHTa.

B xozxe Tekyiero KOHTpoJs yCreBaeMoCTH (YCTHBIN WM MUCbMEHHBIN ONPOC, IOArOTOBKA U
3amuTa pedepara, TOKIAJ, MPE3eHTAlUs, TECTUPOBAHUE W Mp.) IPHU OTBETAaX Ha Y4eOHBIX
3aHATUSAX, a TAKKE IPOMEXYTOUHOH aTTecTalmy B (hopMe 3aueTa 00ydaroIuecs OlleHUBAIOTCS MO
JBYXOaIbHOM 1IKaje:

Onenka «3a4TeHO0» — BBICTABISETCS OPAUHATOPY, €CIM OH IPOAEMOHCTPUPOBAJ 3HAHUS
IPOrpaMMHOr0 MaTepuana: MOAPOOHO OTBETUJ Ha TEOPETUYECKHE BOMPOCHI, CIPABMUICSH C
BBIMIOJTHEHUEM 3aJaHUil M (WIM) CUTYallMOHHBIX 3a/Jay, IpelyCMOTPEHHBIX IPOrpaMMON
OpAMHATYPBbI, OPUEHTUPYETCSI B OCHOBHOW U JOIOJIHUTENBHON JUTEpaType, PEKOMEHOBaHHON
paboueil mporpaMMoi TUCHUILTUHBI (MOJTYJIs).

OneHka «He 3a4TeHO» — BBICTABISETCS OPAMHATOPY, €CIM OH HMMEeT MpoOesbl B 3HAHUAX
IPOTPaMMHOI0 MaTepuaia: He BIa/JeeT TEOPEeTUYECKUM MaTepHajioM U JOIMycKaeT rpyoOsble,
NPUHLIMINAIbHBIE OIIMOKM B BBIOJHEHWH 33JaHMM W (MJIM) CUTYallMOHHBIX 3ajad,
IPeIyCMOTPEHHBIX paboueit mporpaMMon AUCHUIUIMHBI (MOYJIS).

[lkana oueHuBaHus (uYeTblpexOamipHas WIM JByXOalljbHas), UCHOJb3yeMas B paMKax
TEKyIIEro  KOHTPOJS  YCIIEBAEMOCTH  OIpPENENseTcsl  NpEnojaBaTeleM, HUCXOAs U3
11€J1eCO000pa3HOCTH MPUMEHEHHUS TOM MM MHOW MIKanbl. Eciau Tekyiuil KOHTPOJIb yCIeBaeMOCTH
U (WIM) TPOMEXKYTOYHAs aTTecTalus, NpeaycMaTpUBaeT TECTOBBIE 3a/laHUs, TO MEPEBOJ
pe3yJIbTaTOB TECTUPOBAHUS B YETHIPEXOAJUIHHYIO IIKATy OCYIIECTBIISETCS IO CXEME:

Onenka «OTan4Ho» — 90-100% npaBuUIbHBIX OTBETOB;
Ounenka «Xopomo» — 80-89% npaBuIbHBIX OTBETOB;



Ouenka «Y1oBaeTBOPUTENbHO» — 71-79% MpaBUIbHBIX OTBETOB;

Ouenka «HeynoBiaersopureabHo» — 70% 1 MeHee MPaBUIbHBIX OTBETOB.
[lepeBon pe3yabTaTOB TECTUPOBAHUS B ABYXOAJUIbHYIO LIKATY:

Onenka «3auteno» — 71-100% npaBuUIbHBIX OTBETOB;

Ouenka «He 3auteno» — 70% u MeHee NMPaBUIILHBIX OTBETOB.

JIisi IpOMEXXyTOUYHOM aTTecTallMd, COCTOSIIEeH W3 ABYX 3TAanoB(TECTUPOBAHUE + YCTHOE
co0eceloBaHKE) OLIEHKA CKJIAJbIBACTCS IO UTOTaM JIBYX MpoiieHHbIX 3TanoB. OOydaromuiics,
NOJYYHBIIUH TOJOXKHUTEIbHBIE OIEHKH 32 TECTOBOE 3aJaHHe MU 3a COOeceIOBaHHE CUUTAETCS
aTTecToBaHHBIM. [IpoMexyTouHasi arrecTaius, MNPOXOAsIIas B JBa dTama, Kak MPaBUIIo,
IIPEyCMOTPEHA [0 TUCHUIUIMHAM (MOYJISIM), 3aBEPIIAIOLINXCS IK3aMEHOM WJIH 3a4ETOM C
OLICHKOM.

OOyuaronuiicsi, MOJXYYUBIINA HEYIOBIETBOPUTEIBHYIO OLIEHKY 3a MEpBBIH 3Tan (TECTOBOE
3aJIaHK€) HE JOIYCKACTCs KO BTOPOMY 3Tarmy (Co0ece0BaHuIO).

OIEHOYHBIE CPEJACTBA 110 PA3JAEJIAM JUCIUIIJIMHBI

Ouenounble cpeacTBa K pasaeiay 1. OcHOBbI MOJIEKYJISIPHO-0M0JI0THYECKOTH/
reHeTUYeCKOH JNATHOCTUKH

Bujx oneHoYHOro cpeacTBa: CHUTyallMOHHBIE 3aJadd K paszgenaM «OCHOBBI MOJIEKYJISIPHO-
Ouonornyeckoil /reHermueckoil wmHpopmammm» W «YacTHBIE BOMPOCH  MOJICKYJSPHO-
OMOJIOTHMYECKOM/ TCHETHYECKON HH(MOPMAITHI

No OlLICHOYHOE CpEe/ICTBA OTaJIoH OTBETA
Tak xak L] = 18%, T0
B monexyne JIHK Ha gomto nutuanioBeix HykieotuaoB |I'= 18%; na nomo A+T
1.| mpuxomutcs 18%. Onpenenute nporeHTHOE copepxkanue | mupuxoaurcs 100% —

JIpyrux Hyksieotu10B B 31oil JJHK. (18% +18%) = 64%, T.e.
1o 32%
34 155:345=99

HYKJIEOTUIOB
conepxurtcs B JJHK.
99 : 3 =33 Tpuruiera B

Opna w3 nenet JIHK umeer monekynsapayto maccy 34 155.
2. Omnpenenute KOIUYECTBO MOHOMEPOB Oelka,
3anporpaMMmupoBaHHoro B ator JJHK

JHK xonupytor 33
AMMHOKHCIIOTHI OeJIka.
AnbOyMUH CBIBOPOTKH KPOBH YEJIOBEKA UMEET 68 400 : 120 =570
3.| w™omnekymsipHyto Maccy 68 400. Onpenenute KOTUIeCTBO AMUHOKHCIIOT B
AMMHOKHCJIOTHBIX OCTAaTKOB B MOJIEKYJI€ 3TOrO OeJika MOJIEKYJIe aJIb,OyMHHA
I'emoroOuH kpoBu yenoBeka conepxut 0,34% sxenesa. Mmin =56 : 0,34% -
4. Brruncnyure MUHUMaNbHYIO MOJIEKYJISIPHYIO Maccy 100% =16 471
reMoroOnHa
OO0ny4eHHbIe yIbTPadUOIETOM KIETKH KOKU OOJIBHBIX OHJOHYKIIEea3a

IIUTMEHTHOHN KCEPOIEPMOM MEJICHHEE BOCCTAHABIMBAKOT
5.| HartuBHytO cTpykTypy JAHK, ueM KkineTku 310pOBbIX JIFOAEH,
BCJIEZICTBHE JIe(heKTa OJJHOTO U3 (PEPMEHTOB peraparii.
Hazosure ero.

B pesynbrare MHTOKCUKAMU B SIIUTEIUAIBHON KIIETKE He oGpazyercs 3penas
CIIM3UCTON 000JIOYKH MOJIOCTU pTa HE CHHTE3UPYIOTCS n-PHK
(bepmenThl, oOecrnieurBaroIye cruiaiicuur. Yto Hapymaercs
B OTOM clTy4dae?
7. B skcniepumenTe ObUIO MOKAa3aHO MOBBIIEHHE AKTUBHOCTH Oneparop




OeTa-ramakTo3u/1a3kl MOCIIe BHECEHHSI JTAKTO3bI B
KyJasTypaiibHyto cpeny ¢ E. coli. Kakoif ygacTok 1akTo3HOTO
OIEpOHA CTAHOBUTCA Pa30JIOKUPOBAHHBIM OT perpeccopa B

ATUX YCIOBUSIX?

B crpykrype onepona JIJHK npokapruoToB €CTh y4acTok, K
kotopomy npukperisiercss PHK-monmnmepasa B dasze

IIpomotop

8. MHULMAanuy TpaHckpunuuu. Haliqure Ha3Banue 3T0ro
y4acTKa.
LentpanbHoii formoii Monekymsipaoit ononoruu 6sio | PHK-IHK-PHK-6emok
9 HOHATHE O NepeAade HacJIeACTBEHHON HH(OpMauK B
' nanpasnenun "JIHK-PHK-6enok". Kak nepenaercs
HacJeCTBEHHas: MH(OpMaLsl y peTpOBUPYCOB?
B pesynbsraTe MHTOKCUKALMK B SIATEINAIBHON KIIETKE He oOpa3syercs 3penas
10 CJIM3UCTON 00O0JIOYKH MOJIOCTU pTa HE CUHTE3UPYIOTCS nPHK
| depmentsl, obecneunBaronye craicur. Kakoa npuunHa
npeKparieHus: OMocHHTe3a Oeslka B 3TOM ciryyae?
B cembe pacrer noub 14 ner, y koTtopoii HaOmonatorcs Cungpom
HEKOTOPbIE OTKJIOHEHUS! OT HOPMBIL: POCT €€ HIKE, YEM Y [epermeBckoro-
POBECHUKOB, OTCYTCTBYIOT IIPU3HAKH I10JIOBOT'O CO3PEBAHMUS, Tepuepa
I1. 1iesi O4€Hb KOPOTKas, IUIeYM IUpoKue. Bo Bpems
MCCIIEIOBAHNS KAPUOTHIIA BBIICHWIOCH, YTO y HEe
OTCYTCTBYET OJIHA U3 IBYX X-XpOMOCOM. IHTEIIEKT B
HopMme. Kakoe 3a00s1eBanue y 1eBOUKH?
JleBouka 14 net orcTaer B GU3NIECKOM U YMCTBEHHOM Hapymenue
pa3BUTHH, UMEET HU3KUHI POCT, IIUPOKYIO IIUTOBUAHYIO | PACXOXKIEHHS IOJIOBBIX
12. TPYAHYIO KJIETKY; BTOPUYHBIE IIOJIOBBIE IPU3HAKU XpOMOCOM B MeW03€
orcyrcTByIOT. Tenen bappa Her. KakoB MexaHu3m 3Toi
Oone3Hu?
Y GOIBHOTO OTMEUEHBI MTPOIOIKUTEIBHBINA POCT Hapymenue pazsurus
KOHEYHOCTEH, yAJIMHEHHbIE ""layKooOpa3Hble" Majblibl, |COEAWHUTEIbHONW TKAHU
13. neeKThl XpyCTalluKa IJ1a3a, aHOMaJIUU CepAECYHO-
cocynucroi cucremsl. IHTEmexT B Hopme. Kakne
IIPU3HAKH MOTYT OBITh €IIE Y ITOT0 OOIBHOTO?
Bo Bpemst 06cne1oBaHMS IOHOIIN C YMCTBEHHON Huronornyeckuit
14, OTCTaJIOCThIO, EBHYXOUIHBIM CTPOEHHEM Tella U
HEJIOPa3BUTOCTBIO NIOJIOBBIX OPraHOB B KJIETKAX BBISBIICH
11oJI0BOM XpomaruH. Kakoit meton 6611 HCTIoJIb30BaH?
B xapuotune marepu 45 XpoMOCOM. YCTaHOBIIEHO, YTO ITO Cungpom /JlayHa
|5 |cB3aHo TpaHciokanuei 21-it xpomocomsl Ha 15-10. Kakoe
| 3aboneBanue BeposiTHEe Becero OyneT y peOEHKa (KapuoTUIl
oTIIa B HOpME)?
Mars u orent 310poBbl. B MenuKo-reHeTn4eckoi Cungpom
16 KOHCYJIbTallu METOJIOM aMHUOIIEHTE3a OIIpE/Ie/ICHbI [epermeBckoro-
| momoBo# xpomarun u kapuortun mioga: n=45, X0. Kakoi Tepuepa
JIMArHO3 MOYKHO ITOCTaBUTh OyayIiemMy peOEHKy?
B cembe orel cTpasaeT ogHOBpeMeHHO reModuien u O0a rena nomyyar
17 mansroHnsmoM. IIpoananusupyiite BO3SMOKHBIE BADUAHTHI JIEBOYKH
HACJIEJOBAHMSI aHOMAJIUI:
JKeHnHa npex1eBpeEMEHHO poAnsIa MEPTBOTO MaJIbUUKa. XpomocomHas
18 Kakas npuunHa cioHTaHHOTO abopTa SIBJIsETCs Hanboee abepparust

qacToii?




19.

Kakum METOI0M MOYXHO THAarHOCTHPOBATh IETEPO3UTOTHOE
HOCHTEITLCTBO MAaTOJIOTUYECKOT0 TeHa MPH YCIOBHH, YTO IS
YKa3aHHOTO ajuielis Habmronaercs 1030Bbii 3 dekT, a
BBIP2KEHHOCTH B (DEHOTHIIC MPU3HAKA Y TOMHUHAHTHOM
TOMO3UI'OTEI U I'CTCPO3UTOTHI pa3Ha51?

Bbuoxumnueckum
METOJIOM

20.

VY yenoBeka reMo(pUIMS KOIUPYETCs PELIECCUBHBIM T€HOM,
CLICIUIEHHBIM ¢ X-XpOMOCOMOM. B MEIUKO-TeHETUYECKYIO
KOHCYJIBTAIMIO 00paTUINCh OydyIue CyIpyru: 310POBbIH
IOHOWIA BCTYIAET B OpaK ¢ JEBYILKOM, OTEL] KOTOPOU
cTpajiai reMopuInei, a MaTh U €€ POACTBEHHUKH ObLTH
310poBbl. KakoBa BEpOATHOCTD IPOSIBIICHUS YIIOMSHYTOI'O
IpU3HaKa y CbIHOBEH 0T 3Toro Opaka?

50%

21.

B MeauKo-reHeTHYeCKy 0 KOHCYJIBTAII0 00paTHIach
OepeMeHHas KEHIIMHA, KOTopast padoTaa Ha BPeIHOM
MIPOM3BOJICTBE ¥ UMEJIa OCHOBAHUS [ BOJIHCHHSI 10
MOBOJTY POXKIICHUST HEHOpMasibHOTO pedénka. [Tocie
NPOBEICHUS aMHHOIICHTE3a BCTAJI BOIPOC O IPEPhIBAHUH
O6epeMeHHOCTH. Bpaun 00bsACHUIIN KEHIIHHE, YTO €€
Oymymmii peOEHOK He OyleT )KU3HECITIOCOOHBIM H OyIeT
HUMETh IOPOKH B CTPOCHHHU CEP/ILIa, TOYeK,
MUIIEBAPUTEILHON CUCTEMBI, PACHICTITICHUE MATKOTO U
TBepIoro HEOA, HEOPa3BUTHE WM OTCYTCTBUE ITa3. O
KaKOM HapyIICHUH B KAPUOTHIIC [IUIA PeUb B 3TOM CiIy4dae?

Tpucomus 13

22.

Y MOI0BIX 3A0POBBIX POJUTENEN pOAUIIACH JEBOYKA,

Oernokypasi, ¢ ToIyObIMU I1a3aMH. B miepBbie MecsIbl KU3HH

y peOEHKa pa3BUIIMCh PA3IPAKUTEIHLHOCTh, OECIIOKOWCTRO,

HapyIIeH!s CHA U TUTaHus, a 00CIIe0BaHIE HEBPOIATOJIora

MOKA3aJI0 OTCTaBaHKE B pa3BUTUN peOEHKa. Kakoit MmeTon

TeHETHUYECKOTro 00ce1oBaHus peOEHKa HY>KHO IPUMEHHUTD
JUISI TOYHOTO YCTAHOBJICHUSI TUarHo3a’?

buoxumnueckuii

23.

N3BeCTHO, 4TO NP MPUMEHEHUH METO/A OIIPEAETICHUS
MOJIOBOTO XpOMaTHHA TOZICUeT KomndecTsa Tener bappa Ha
OKpAIlIEHHOM Ma3Ke OYKKaJIbHOTO SMUTEN s (CIM3UCTON
000JI0YKH LIEKH ) MO3BOJISIET TOUHO YCTAaHOBUTH KapUOTHUIT
yesoBeka. Kakum oH OyJeT y >KeHIIUHBI TP HATTMYUH JBYX

tenen bappa?

47, XXX

24.

OnHa u3 GopM IIUCTUHYPUH 00YCIIOBIEHA ayTOCOMHBIM
perieccuBHBIM reHoM. OJTHAKO y TeTepO3UroT HAOIIOIAeTCsI
MOBBIIIIEHHOE COAEP)KUMOE LIMCTEHHA B MOYE, TOT/IA KaK Y
PEUOCCCUBHBIX TOMO3UT'OT B IOYKaX o6pa3y10TC$[ KaMHH.
Kakast ¢popma nuctTuHypuu BO3MOXKHA y IETel B CEMbE, TIIe
OTeIl CTPa/IaeT 3TOK OOJIE3HBIO, @ Y MaTepH IMOBBIIIEHHOE
cofiep>KaHue IIUCTerHA B Moue?

Obe (obpa3oBanue

KaMHEH U MOBBIIIIEHHOE

coziepXKaHue IUCTENHA
B MOYe)

25.

B Menuko-reHeTH4YecKyro KOHCYIBTAIMI0 00paTuiach
O6epemMeHHas xeHlMHa. Ee nepBbiit peOEHOK poauics ¢
MHOTOYMCIIEHHBIMH ITOPOKaMU PA3BUTHS: HE3apallleHNe

BEpXHeH ryObl U BepxHero HEGa, MUKpodTaibM,
CUHJIaKTHJIUS, TIOPOKH cep/lia U nodyek. Pe6énok ymep B
BO3PACTE OJTHOTO MECSIIIA; BO BPEMsI KAPUOTUIIMPOBAHUS Y
HETOo BBISIBIIEHO 46 XpoMocoM, 13- xpomocoma TpaHc-

JIOLMPOBaHa Ha IpyTyro Xxpomocomy. C Kakum

Cunnpom Ilaray

XPOMOCOMHBIM 3a00JIEBaHUEM POJIUIICS 3TOT PEOEHOK?




XpoMOCOMHast

26.

VY peG&nka, poauBIIETOCs B MO3HEM Opake, MaJblid poCT,
OTCTaBaHHE B YMCTBEHHOM Pa3BUTHUH, TOJICTHIN
"reorpauuecKuii” A3bIK, Y3KUE ITTa3HbIE I, TUIOCKOE
JIMLIO € IIMPOKUMHU cKyinaMu. Kakoro pona HapymeHus
00YyCIIOBWIM pa3BUTHE ONMCAHHOTO CHHApOMa?

IaToJIoT A

I'emodummn

27.

B renernueckoil KOHCYIbTAIlMK YCTAHOBUIIM, YTO
TCTCPO3UTOTHAA MAaTb-HOCUTCIIbHHUILIA II€PEaaIa MYTaHTHbeI
I'€H M10JIOBUHE ChIHOBEH, KOTOpPbIE OOJIBHBI, U ITOJIOBUHE
Jouepeii, KOTopble, 0CTaBasICh (HEHOTHITNYECKHU 310POBBIMHU,
TOXE SIBJSIFOTCS HOCUTEJIBHUIIAMH U MOT'YT IIepeaTh
PELECCUBHBIN I'eH BMeCTe ¢ X-XPOMOCOMOM CIIEAYIOIEMY
MIOKOJIEHUIO. [ €H KaKkoro U3 nepeyrcaeHHbIX 3a00J1eBaHNi
MOXET OBbITh NIEPEAAH JOUEPHIO?

28.

Y 601bHOTO MaJIBYMKaA B KPOBH BBISIBJICHO OTCYTCTBHUE B-
JTUM(OITMTOB U PE3KOE CHIDKEHUE KOJTMYECTBA
UMMYHOTTIOOYJTMHOB OCHOBHBIX KlaccoB. [locTaBien
JIMArHO3 BPOXKICHHOM araMMariooyauHemMun. Beneacrue
YEero BO3HUKIIO 3TO HACJIEACTBEHHOE 3a00JIeBaHKE, €CIIU
poauTeu OOJIEHOTO 370POBBI, a CITyYaeB 3a00JICBaHUS B
POIOCIIOBHOM HE HabIromaeTcs?

MyTariusi B OJIOBBIX
KJIETKaxX poaUTENEn

MynsrudakropranbHoe

29.

B cemse, e oren cTpasian runepToHUYECKOl 00JIe3HbIO0,
BBIPOCIIH TPO€ ChIHOBEH. OuH 13 HUX padoTal
aBMAJMCIETYEPOM — PYKOBOIMTEIIEM MOJIETOB B OOJIBIIOM
MEXTyHapOIHOM a3pOIOPTY C BHICOKOM HHTEHCUBHOCTBIO
IBWOKEHUS. J[Ba NpyruX ChIHA IPOXKUBAIH B CEIbCKOU
MECTHOCTH U MIMEJH Tpodeccru mIesioBoia u

pactrenueBoza. JlucrieTyep B 3pesioM Bo3pacte 3a00en
TSDKENTON (OPMOIA THIIEPTOHNYECKON 00JIe3HH. Y APYyTuX

CBIHOBEH 3TOr0 3a00JIeBaHMS HE 6BIJ'IO, JIMIb U3PCAKa

THIIEPTOHUYECKYIO 00JI€3Hb B ATOM ceMbe?

OTMEYAINCEH HeOOIbIIIE MMOABEMBI KPOBSAHOI'O JJaBJICHUA. K
Kakou rpynme recHeTHICCKUX 3a00eBaHuM CJICAYCT OTHECTU

3a0ojieBaHue

Cunnpom Mapdana

V nanueHra ¢ HOPMAJIbHBIM KapHUOTHIIOM BBISIBJICHBI

30. COCYAMCTON CHCTEMBI, HAPYILIEHUE Pa3BUTHUS

aQHOMaJIMU MaJblLEB (aAPaXHOJAKTUIINSA), CKEJIETa, CePACYHO-

COEIMHUTENIbHOM TKaHU, AePEeKT XpycTanuka masa. Kakoit
IpeiBapUTEIIbHbIN JUATHO3 MOXXHO YCTaHOBUTH OOIBbHOMY?

Tpucomus no 13-i

MHKpoledanus, He3apallleHle BepxHeil ryobl u HEOa, a

31.
TaKke runepTpous MapeHXUMaTO3HBIX OPraHoB. DTH

3101 OoNIEe3HU?

Bo BpPEMI IIATOJIOTOAHATOMUYCCKOI'O UCCIICAOBAHUA TPYIIa
HOBOPOXJICHHOI'O0 MaJIBYMKa 06Hap}I)KGHBI TTOJTUJaKTHUIINA,

IIOPOKHU COOTBETCTBYIOT cuHpoMy [laray. KakoBa nprunna

XpoMocoMe

B nmn3ocomax

3a OTCYTCTBUSI (DEPMEHTOB HapyIIAETCs PACIICIUICHHE
32. .
BBIJICJIEHUS] X C MOYOW M HAKOIIJIEHHUE B OTHOM U3

MYKOTTIOJIMCAXaPHUIBI?

MYKOHOJ'II/ICElXapI/I,Z[OS OTHOCHT K 00JIe3HSIM HakorieHus. 13-
nojaucaxapuaos. YV GoIBHBIX Ha6J'IIO,Z[aeTC$I ITOBBINICHUEC

OpraHona0B KJICTOK. B kakux OpraHonax HaKarJInBarOTCA

bone3nrio ¢

XKenmuna 35 ner nonanga B aBTOMOOHIIBHYIO aBapuUIO U

HaCJICACTBCHHbBIM

33.

IoJIy4njia COTpsACCHUEC MO3Tra. BCKOpe ITOCJIC BBIITMCKHU M3




OOJIEHUIIBI TTOSBUIIUCH NIEPBBIE pAaCcCCTPOICTBA ICHXUKH,
KOTOpBIE YIIIyOIISUTHCh, ¥ Yepe3 TO/ €i1 ObLT OCTaBIICH
nrarao3 mu3oppenub. Mizyuenne pogociioBHOM OKa3ao,
YTO CPEe/U IBOIOPOAHBIX U TPOIOPOAHBIX CHOCOB TOXKE €CTh
mm3odpernkn. B nannoM ciaydae mm3ohpeHus spisieTcs:

MpeIpacioioKeHUEM

34.

Marsb pesyc-oTpuliarenbHas. Y Hee poauics pesyc-
MOJIOKUTENBbHBIN PEOEHOK ¢ MPU3HAKAMH F'E€MOJIUTHYECKON
6ome3nu. Kakue kiaeTku 60IbHOTO peOEHKa pa3pyaroTcs

IIpU ATOM?

DpUTPOIUTHI

35.

VY GonpHOrO pebEHKA YCTAaHOBJICHO HAPYIIEHUE JTUIHIHOTO
00MEHa, KOTOPOE CONPOBOXKIAETCS YBETUUEHUEM
KOHLIEHTPAIMH JIMIHI0B B CHIBOPOTKE KPOBU U OTIIOKEHHEM
ITHX BEIIECTB B HEPBHBIX KieTkax. Habmromaercs
HapyIlieHne QyHKIUN BBICIICH HEPBHOU cucTeMbl. O KakoM
HACIIC[ICTBEHHOM 3a00JICBAaHUN HYKHO JTyMaTh B TOM
ciydae?

bonesnu Tes-Cakca

36.

VY rpynHoro peb6EHKa, KOTOPBIH SBIISETCS BTOPHIM pEOEHKOM
B CEMbe, BO3HUKJIIA TEMOJIUTHYECKAst O0JIE3HB
HOBOPOXKJIEHHOTO, 00yCIIOBIIEHHAS pe3yc-KoHpmuKToM. 13
aHaMHe3a N3BECTHO, YTO MEPBBIN peOEHOK SABIISETCS pPe3yc-
oTpuareabHbIM. KakoBbl FeHOTHIIBI poiuTenen?

JKena romo3uroTHa no
TeHy pe3yc-
HETaTHBHOCTH, MYX
reTepPO3UrOTeH

37.

MyxumnHa, 60JLHOW JATETOHU3MOM, BCTYIHII B Opak co
37I0POBOM KEHIIHUHOM, OTEI] KOTOPO O0JIeN TaIbTOHU3MOM,
a MaTh 37I0pOBa U CPEIH €€ POJACTBEHHUKOB OOJIbHBIX
JAIBTOHU3MOM HeT. OmpeienTe BEpOATHOCTh POKICHUS B
JTON CeEMbE AeTEH, OOJIbHBIX JATETOHU3MOM.

50%

38

B Menuko-reHeTH4ecKyro KOHCYJIBTAIMI0 00paTuiach
JKeHIMHA Ha 16-11 Henene OepemeHHOCTH. Bo Bpems
COCTaBJICHUS POAOCIIOBHOM BBIACHIIIOCH, YTO Y €€ My’Ka OT

| mepBoro Opaka ectb peOEHOK, 00IBHON (PEHUIKETOHYpHEH.

Kakoii MeTo/1 MO3BOJIUT ONPEAEINTD Yy TUI0/Ia HAJTMYNE
(heHWIKETOHYpPHH?

AMHHOLIEHTE3

39.

Bo Bpems nmucnancepHoro o0ciieoBaHus MajIbIuKa 7 JIeT
IIOCTABJIEH JUArHO3: JAJILTOHU3M. PoguTenu 310poBbl,
LIBETOBOE 3peHue y HUX B HOpMe. Ho y nexymiku no
MAaTE€PUHCKOW JIMHUHU TaKas ke aHomaius. Kakos Tun
HacJeA0BaHUS TOM MaTOJIOTHH ?

PenieccuBHBIN,
CIEIUIEHHBIN C ITOJIOM

B Opake 310poBOii JKEHIIMHBI U OOTLHOTO BUTaMUH D- JloMrHaHTHBIH,
40 | HE3aBHCHMBIM PaXHTOM MYUHHBI BCE CBIHOBBS 3/10POBBI, 2 CUEIUIEHHBIN ¢ X-
|Bce mouepu cTpagaroT STUM 3a00eBaHNEM. YCTaHOBHUTE THII XpPOMOCOMOU
HACJICOBAHMSI YKA3aHHOM I1aTOJIOTUU:
[Tocne ananu3a pogOCIOBHON Bpau-reHETUK YCTAHOBUIL: AyTOCOMHO-
MIPU3HAK TPOSBISIETCA B KQKIOM OKOJIEHUH, KEHILIUHBI 1 JIOMUHAHTHBII
41| MYCIMHBI HACIENYIOT PH3HAK C OJIMHAKOBOM 4aCTOTOM,
POIUTENN B PABHOM CTETIEHU MEPEIAIOT MTPU3HAK CBOUM
netsaM. Kakoil Tum HaclieoBaHUs UMEET UCCIeNyEeMbIii
MIPU3HAK?
Y HOBOPOXKIEHHOTO MaJIbUMKA CyXasl KOXKa, IIOKpbITa SBnenue
47| TOICTBIM CIIOEM POTOBBIX Yernryi (MXTHO3) ¥ HATOMHHAET HACJIEI0BAHMS,

KoXy pentuiuil. [locne necnenoBanus pogociIoBHOM €ro
CEMbH OBLJIO YCTAHOBJIEHO, YTO 3TOT MPU3HAK BCTPEYaeTcs

CICINVICHHOI'O C IT10JIOM




BO BCCX MMOKOJICHUAX JIMIIb Y MYXKXYHH. Kakas u3
NPUBEACHHBIX OMOJIOIMYECKIX 3aKOHOMEPHOCTEH
IPOSIBJIIETCS B JAHHOM ci1ydae?

np06aHL[a, BCTPCYACTCA B KaXKJ1OM ITOKOJICHUH ITPU

PonocnoBHas ceMbH ¢ OpaxuaaKTHIIUEH XapaKTepU3yeTCs AyTOCOMHO-
CJIEYIOIIMM: COOTHOILIEHHE MEXTy MOPaKEHHBIMU JIOMMHAHTHBIN
43 MyxunHamu W KeHIIMHaMU 1:1, TOYTH OJIOBUHA JETei
MOPaKEHHBIX POAUTEINEH SIBIISIIOTCS O0MbHBIMU. KakoB Tum
HACJIEJIOBAHMS 3TOTO IPU3HAKa?
Bo BpeMmst reHeanornueckoro aHaianu3a CEMbH C JloMHUHaHTHBIH,
HACJIEICTBEHHOM MaToJIOruell — HapyIllIeHUEM CIIETIJICHHBIN ¢ X-
dbopMupoBaHUs SMaH 3y0OB -yCTaHOBJICHO, YTO XpOMOCOMO
14 3a00JIeBaHUE MPOSIBIIICTCS B KAXKIOM TIOKOJICHUHU. Y
| KeH1MH 3Ta aHOMasKs HaOIIOAAeTCs Yalle, YeM Yy MY>KUHUH.
Ot GOJIBHBIX MY>KYHMH ATOT HPU3HAK TIEPEAACTCS TOIBKO UX
nouepsaM. Kakoil Tun HaciietoBaHUSI UMEET MECTO B JAHHOM
ciydae?
B pesynbrare npoBeeHus reHeaJornyeckoro aHaian3a AyTOCOMHO-
YCTaHOBJICHO, YTO 3a00JIEBaHUE, UMCIOIIIEE MECTO Y JIOMAHAHTHOM

JUIsL IpephIBaHMsI OEPEMEHHOCTH?

3. OTHOCHTEJIEHO OOJIBIIIOM KOJTHUYECTBE OOIBHBIX CPEIH
cubcoB. boneroT KeHIUHBI 1 My>K4UHBL. O KaKOM THIIE
HACJICJIOBAHUSI 9TO CBUIETEIILCTBYET?
B xunkocTu, Mony4yeHHON PH aMHUOLIEHTE3€, BBISIBICHBI Her, »T0 roBoput o
46.| ieTku ¢ Y-XpoOMOCOMOM. SIBNISIeTCS JIM ATO MOKa3aTrejaeM | MY>KCKOM II0JIe TUI0/1a

47.

V keHiuH crapiiero Bozpacta (35-45 ner) varie
POXKIAETCSI ICTU C BPOXKICHHBIMH HEJIOCTATKAMH PA3BUTHSL.
Uro sBNsIeTCSI OCHOBHBIM (DaKTOPOM, BIIHISIFOIIIAM Ha
TMIOSIBJICHHE TSDKEIIBIX AHOMAJIMIA, YaCTO HE COBMECTUMBIX C
JKU3HBIO?

I'enernyeckue nedexTo
B OOIIMTaX Ha
NPOTSHKEHUN JKU3HU

48.

I'enernueckas nqerepMuHanuUs pacCTPOMCTBA JIUITAHOTO
oOMeHa MOXeET OBbITh CBs3aHa € 1e(PUIIMTOM JIM30COMAIIbHBIX
(hepMeHTOB, CONPOBOXKIATHCS YBETMUECHUEM KOHIIEHTPAIUU

JIMIIUZOB B CBIBOPOTKE KPOBU, U UTPAECT BAKHYIO POJIb B

pasBuTUU arepockieposa. [Ipu 3Tom npoucxonur
CYMMapHO€ JeMCTBHE MHOTHX T'€HOB, BIUSIOIIEE HA
pa3BUTHE NATOJIOTUU. BO3HUKHOBEHUE KaKOW I'PYIIIIbI
0oJ1e3HEN BbI3BIBACT BBILICYITOMSHYTOE JeiiCTBHE T€éHOB?

MynbTrdakropruamIbHbIX
Oosnesnei

49.

HoBopoxxneHHOMy peOEHKY CO MHOTMMH HEAOCTAaTKaMHU
Pa3BUTHS MTOCTaBIIEH qUarHo3: cuuapoMm [laray. Kakos
IIPOTHO3 JKU3HU IIPU 3TOM CHHIpoMe?

Cpennss
MIPOAOIKUTENBHOCTh
JKH3HH 3 MecsIa

50.

Bo Bpems nccienoBaHus aMHUOTHYECKOM KHIKOCTH,
TIOJTYYEHHO B pe3ynbTaTe aMHHOIIEHTe3a (TIPOKoIIa
AMHHOTHYECKON 000JIOUKH), BBISIBIICHBI KJIETKH, SApa
KOTOPBIX COJIEpIKaT MOJIOBOU XxpomartuH (Temnbiie bappa). O
4eM ITO MOXKET CBUJIETEIHCTBOBATH?

O pa3Butuu mioaa
»KEHCKOTI'0 I10J1a

S51.

MuoTtoHnndeckas AMCTpOdUs XapaKTepU3yeTcs MbIILIEUHON
cnaboCThI0, MUOTOHUEH, CeplIeYHOM apuT™Mueil. AHammu3
POIOCIIOBHON YCTaHOBUII: 3a00JIeBaHE OOHAPYKUBAETCS B
Ka)KZIOM [TOKOJIEHUH, OIMHAKOBO Y 0co0el 000MX MOJIOB,
POIUTEN B PAaBHOM CTENEHU NEPEIA0T 3a00JIEBaHUE JIETSM.

AyTOCOMHO-
JTOMHHAHTHBIN




OHpGI[GJII/ITe THIT HACJICJOBAaHUA 3a00JIeBaHUs.

MIPU3HAK XapaKTepu3yeTcsl BapruadeIbHOM

Cxonmno3 — uckpusieHue mo3BoHouHuka. B 60-70 romgax 20- | MynsTH(AKTOpUATHHBINA
O CTOJICTHSI CYMTAJIH, YTO 3a00I€BaHIE HACIIEAYETCS 10

THII HACJICAOBAHHUA
AYTOCOMHO-IOMUHAHTHOMY THITLY. Ho IIpU aHAJIM3€ PA3HBIX
52 POOOCIIOBHBIX ceMei co CJIydassMu CKOJIMO3 JOKa3aHo, 4TO

SKCHPCCCUBHOCTBIO U HEIIOJIHOM MCHCTPAHTHOCTLIO.
Yacrora IIpU3HaKa YBCINYCHA B CEMBAX 6onpHEIX. Ha uto

YKa3bIBAIOT TAKKE OCOOCHHOCTH NPOSIBIICHHSI MPH3HAKa?
3aboseBaHre CEPIIOBUIHOKICTOYHON aHEMHUEH Broxusanue
00yCJIOBJIEHO MPUCYTCTBUEM PELIECCUBHOTO reHa. Jlronu, reTepO3UroT

53| cTpaaromme 9TOM 00JIE3HBI0, KaK ITPaBUIIO, YMUPAIOT B

JACTCKOM BO3pacCTe. Ho gacToTa reHa 10BOJILHO BBICOKA.
HO‘ICMy I'CH CGpHOBHHHOKﬂGTO‘IHOfI AdHEMHUHU HC UCUC3acT B

pEe3ynbTaTe eCTECTBEHHOro 0TOopa’?
[Tpu namaporomun y nanueHTkH 30 et oOHapyKeHa CA125 nm CA125
KHCTO3Has OITyXO0JIb IIPABOT0 SIMUHKKA C MAUUIIPHBIMU Bmecte ¢ HE4
pa3pacTaHUsIMU 110 Hapy>KHOW NOBEPXHOCTHU KarCyJbl, HE

CBSI3aHHAS C OKPY’KAIOIIMMHU TKaHAMHU. BTOpoii suaHuK
uHTakTeH. AcuuT 2 nutpa (Lluronorus ocaaka: KIeTKH
4 aJICHOKapUHOMBI). Pe3yibTaT HHTpaonepamoOHHOTO
CPOYHOTO U TOCIIEAYIOIIETO TUTAHOBOTO TUCTOJIOTUYECKOTO
WCCIICJIOBAHUS: CBETIIOKIICTOYHAS aJicHOKapIimHOMa. B
JIPYTHUX YIAJCHHBIX BO BPEMS OIEpallK OpraHaxX U TKaHsIX
OITyXOJIEBOTO pocTa He oOHapyxkeHo. Kakue ormyxoseBbie
MapKephl TOJIKHBI UCIIOIB30BAThCSI IPU HAOIIOICHUH 32
MaIMEHTKON MTOCIe OKOHYAHUS aIbIOBAHTHOIO JeYeHUs?

55.

3JI0POB ¥ UMEET 3/I0POBBIX POAUTENIEH?

['enaroniepedpasibHas muctpodus (HapymieHne oOMeHa | BeposSTHOCTD pOKICHHS
MeJIM) HacleayeTcs [0 ayTOCOMHO-PEIIECCUBHOMY TUITY. | B 9TOM CeMbe OOJIBHBIX
KakoBa BepOsITHOCTh pOXKJIeHUST OOJBHBIX JIETEH B CEMbE, netei paBHa 0. Bee
ecnu 1 U3 cynpyroB cTpajaer 3TUM 3a00JIeBaHHEM, a JPYTOi

et OyAayT 30POBBIMHU

Cenas npsap BOJIOC y YETIOBEKa — JOMUHAHTHBIN NpU3HaK. |BeposTHOCTH poXxIeHus
Onpenenutb TEHOTHUIIBI POAUTENICH U ACTEH, €CIIU U3BECTHO,

56 YTO Yy MaTe€pu €CThb Ceaasd NpAb BOJIOC, ¥ OTLA — HET, a U3

pebeHka ¢ cemoit

AyTOCOMHO-IOMHUHAHTHOMY THILY. OpraHI/ISM C pe3ycC-

ponuTtesneil MOXeT ObITh

57 | 100U TENBHBIM ¢akTopom (th+) HeceT TOMUHAHTHBIN r'eH

| R, ac pesyc-orpunarenbHbIM (rh-) — peliecCUBHBIN TeH 1. | peOEHOK B ClTyyae, eCiu
Ecnu My u jxeHa pe3yc-ToNI0KUTENIbHBIE, TO MOXKET JIM UX

peOeHOK OBITh pe3yc-OTpHIATEIbHBIM?

IPSIBIO BOJIOC paBHA
JIBYX JIETEN B CEMbE OIMH UMEET CEYI0 MPS/Ih BOJIOC, a 50%.
npyroit He umeeT. HaiiTu BepoATHOCTD pOXKICHUS peOeHKa C
CEI0M MPSIBIO BOJIOC.
VY nByx pe3yc-
HacnenoBanue pesyc-hakropa ocymecTBisiercs mo TTOJIOYKHUTEITBHBIX

pe3yc-0TpULaTENbHBIN

o0a ponutens
TeTePO3UTOTHHI T10

TeHOTHUITY
['myxorta u 6one3ns Bunbcona (HapyiieHue ooMeHa Mean) — | BeposTHOCTh poskaeHus
peuieccuBHbIe Mpu3Haku. OT Opaka IIyXOoro My>KYWHBI M B 3TOH ceMbe 370pOBOTO
58| skeHmmHBI ¢ Gone3HbI0 BuibcoHa ponuics peOeHOK ¢ pebenka paBHa 25%.
oberMu aHoManusIMU. KakoBa BEpOSITHOCTb POXKICHHS B
ITON CEMBE 3I0POBOTO peOeHKa?
59.| ®enunkeronypust (PKY) Hacnenyercs Kak perieCCUBHbIN

BepositHOCTh paBHa 0.




npusHak. JKena rereposzurorsa no reny @KV, a myx Bcee netu (100%) OyayT
TOMO3HTOTEH 110 HOPMaJIbHOMY aJuIelTio 3Toro reHa. Kakosa | 3mopoBsl. [lonoBuna u3
BEPOATHOCTH POXKACHUS Y HUX OOIBHOTO pedeHka? HUX (50%) OynyT
HocuressiMu reHa OKY.
Hexoropsie popmbl mu3odpeHnn HacIeyroTcs Kak BepositTHOCTB
JTOMUHAHTHBIE ayTOCOMHBIC IPU3HAKU. Y TOMO3HUIOT 3a00JeBaHus JeTei B
cembe = 10 %.

neHeTpantHOCTh = 100%, y rerepo3urot = 20%.
Onpenenute BEPOSATHOCTH 3a00JICBAHUS JIETEH B CEMbE, TIIe
OJIMH U3 CYIIPYTOB FE€TEPO3UTOTEH, a APYrOM HOPMAJIEH B

OTHOILICHUH aHAJIM3UPYEMOT0 MTPHU3HAKA.
B ponuneHOM nome nepenyranu nerei. Ilepsas napa ITepBas mapa —
60 ponuteneit umerot I u IV rpymibel kpoBH, a Bropast napa [ u POIIUTETN BTOPOTO
' 1. V nepBoro pebenka I rpynma pebenka
KkpoBH, y Broporo 1. Kro ueli pebeHok?
BepositHocTh

[Tonarpa onpenensercss JTOMUHAHTHBIM ayTOCOMHBIM F€HOM
C MEHETPAHTHOCTHIO Y MyxuuH 20%, y sxeHtmH 0%. 3a00seBaHus MOIarpon
62 KakoBa BeposTHOCTb 3a0051€BaHuUs IOIAaTPOIA: a) B CEMbE B ceMbe = 5 %.
|  rerepo3uroTHBIX pomUTeNneit; 0) poruTene, e OquH
reTepO3UTOTEH, IPYroi HOPMaseH Mo aHATU3UPYEMOMY
MIPU3HAKY
HacnenoBanue ciyxa y uenoBeka onpeaensercs AByMs  [BeposTHOCTb poxaeHus
JOMUHAHTHBIMU T€HAMH W3 PA3HBIX AJUICIBHBIX MAP, OAWH | TDIYXHUX JETEH B ATOI
13 KOTOPBIX JETEPMUHUPYET pa3BUTHE CIIYXOBOTO HEpBa, a | cembe paBHa (. Bee
63, JpyTo — pa3BUTHE YIUTKU. ONpeneuTe BEpOsSTHOCTh MTOTOMKH OyIyT
POXKIICHHSI ITYXUX JIeTe, eclii 00a POAUTENs TIIyXue, HO T10 37I0POBBI.
pa3HBIM TEHETHYCCKUM MPUIHHAM (Y TIEPBOTO POITUATEIIS
OTCYTCTBYET CIIyXOBOI HEpB, y Jpyroro — ynutka). [1o
TCHOTHITY 00a POITUTEIIS SIBIISTFOTCS] TMTOMO3UTOTHBIMH.
PeGenok ot Opaka
CpeIHero MyJara u
0enoi JKeHIIINHBI He

L[BeT KOKM y MyJIaTOB HACJIEAYETCs IO TUITY KyMYJISITUBHOU
nonumepud. [1pu 5TOM 3a JaHHBIN MPU3HAK OTBEYAOT 2

64.| ayTOCOMHBIX He ClLIeTUIEHHbIX reHa. ChIH €101 XKEHIIUHBI 1 MOSKET
Herpa »eHuJIcs Ha 0esoil xeHiuHe. MoxeT a1 peOeHOK OT
OBbITb TEMHEE CBOETO
3TOrO Opaka ObITh TEMHEE CBOETO OTIAa?
OTIIA.
Bce neBouku B

IMOTOMCTBE 3TOU CEMbU
OyIyT 3I0POBBI, U3 HUX
50% OyayT HOCUTEISIMHU

Penxnii IuieoTpOnHbIN PELIECCUBHBIN CLIETUICHHBIN ¢ X-
reHa JaHHOTO

65 XpOMOCOMO TeH 00yCIIOBIIMBAET HE3apallleHHe BepXHei
' ryObl B coueTaHuu ¢ nonuaaktuine. Kakoe oyner 3aboseBaHus, a u3
MOTOMCTBO, €CJIM MaTh — HOCUTEIIb, a OTeL — 310poB?  |ManbuuKoB — 50% OymyT
310poBbI, 50% OyayT
UMETh JJaHHOE
3a00sIeBaHue.
Bce neBouku B

MOTOMCTBE TOH CEMBH
OyIyT 37I0POBBI, N3 HUX
50% OyayT HOCUTENSIMU
reHa JaJIbTOHU3Ma, a U3
MaJB9uKoB — 50% OymyT
nopoBsl, 50% OyayT
OOJIbHBI TAJTETOHU3MOM.

PenieccuBHBIM reH TanbTOHM3Ma pacnojaraercs B X-
XxpoMocoMe. JKeHIMHa ¢ HOpMaJbHbBIM 3peHHEM (OTell ee
ObUT JaJTTOHUKOM) BBIXOJUT 3aMY>K 32 MY>KUHHY C
HOPMAJIbHBIM 3pEHHEM, OTeI] KOTOPOTO OBbLI JAIETOHUKOM.
Omnpenenvite BO3MOXKHBIE (DEHOTUIIBI TOTOMCTBA.

66.




67.

l'uneptpuxo3 nepenaercs yepe3 Y-XpoMOCOMY.
[TonumakTuiiis — IOMUHAHTHBIA ayTOCOMHBIN MpU3HaK. B
CeMbE, IJIe OTEll CTpajiall THIEPTPUX030M, a MaTh
MOJIMAAKTHIIMEH, pOJIMIIach HOpMasibHas 104b. KakoBa
BEPOSITHOCTH POXKIICHHSI B 9TOH e ceMbe pebeHka ¢ 00enMu
aHOMAaJIUSIMHU?

BepostHocTh pokIeHus
B ATOM ceMbe peOCcHKa C
00erMH aHOMAITUSIMU
paBHa 25%.

68.

PenieccuBHbIe TeHBI TeMOGMINH U TAJIBTOHU3MA CBSI3aHbI C
X-xpomocomoi. Kakoe moToMcTBO OyIeT MOJTy4eHO OT
Opaka My>K4MHBI, O0JTBHOTO TeMOpHITUEH, U )KEHIITUHBI,
0O0JIbHOI TAIBTOHU3MOM (TOMO3UTOTHOM O MPU3HAKY

OTCYTCTBUS TeMOQHITIH)?

B noromcTBeE 3TOM
CEMBH BCE MAJIBYMKH
Oy/IyT 3M0pPOBBIC —
HOCHUTEJIH T'eHa
JIaIbTOHU3MA, a BCE
JIEBOYKU OYIyT
37OPOBBIMH —
HOCHUTEISIMUA T€HOB
reMoWIny U
JaJBETOHMU3MA

69.

B cemsbe, rae pogureny MMeNn BbIOIIKECS BOJIOCHI U Kapue
I1a3a, POIMJICS ChIH J1aJbTOHHK, TOIyOOIIa3blii ¢
BBIOLIMMMCA BojlocaMu. OTpesieinTe BEpossTHOCTh
POXKIEHUS Y HUX CIIETyIOLIEero pedeHKa — roiyooria3zon
JI0YEpH C MIAAKUMU BOJIOCAMHU U HOPMAJIbHBIM 3pEHUEM,
€CJIM U3BECTHO, YTO Kapena3ocTh JOMUHUPYET Hal
roiry00I1a30CThIO, BHIOLIUECS BOJIOCH! HAJl TIIAJKHMU, U 3TO
ayTOCOMHBIE IIPU3HAKH, a JAIILTOHU3M — PELIECCUBHBIN,
CUEIUICHHBIN € ITOJIOM ITPU3HAK.

BepostHOCTE pOKIeHUS
roiryooria3oi 104epu ¢
[VIaJKUMU BOJIOCAMH U
HOPMaJIbHBIM 3pEHHEM

cocrasseT 3,125%.

Buj oneHOYHOro cpeacTBa: (GOH[ TECTOBBIX 3aaHul K pasaenaM « OCHOBBI MOJIEKYIISIPHO-
OMOJIOTUYECKOM /TeHETHUECKON TUArHOCTHKI» M «HacTHBIE BOIPOCH MOJIEKYJISIPHO-
OMOJIOrNYeCKOM/TeHETUYECKON AUArHOCTHKI

No

O11eHOYHOE CPENICTBO

Oranon

1. nnarHocTtuka 3a00JIeBaHUI

peunanBa
4. TKaHEeBasl NH)KEHEPUs

K ki1roueBbIM HallpaBJCHUAM MOJ'IeKy.]'IﬂpHOﬁ AUATHOCTUKHU OTHOCATCSH

2. uaeHTU(QUKAIMS HACTIEICTBEHHOM MPeIpacionokeHHOCTH
3. IPOTHO3 arpecCUBHOCTH 3a00JIeBaHMsI, OLIEHKA BEPOSATHOCTH MOSBICHUS

1,2,3

. OTO BCC€ HACJICICTBCHHBIC 3a00JIcBaHUS

. 3a0051eBaHus1, 00YCIIOBJIEHHBIE MTaTOJIOTUEN pPOJIOB
. 3200J1eBaHus, C KOTOPBIMH YEJIOBEK POXKIACTCS
. TpaHCIUIAIlEHTapHbIC NH(EKIIMOHHBIE 3a00JI€BAHNUS

DN AW N —

Boi0epuTe HanboJ1ee TOYHOE ONPeeSIeHHE BPOKACHHBIX 3200/1eBaHNI:

. HACJICACTBCHHBIC 0oJIe3HU ¢ JOMHHAHTHBIM THUIIOM HaCJICIOBaHUA

1. arTOMUKTUYECKHE
2. IMarHOCTUYCCKHUE
3. IpEeTUKTUBHbBIE

4. IPOrHOCTHUYECKUE

B 3aBHCHMOCTH OT NPUMEHCHUSA BBIICJIAIOT CJICAYIOIUE TUIIBI MApKEpPoOB

2,3,4

Boigeasitor caeaywimme tunsl JJHK-mapkepos
1. reHeTHUECKHE

1,2




2. TEHOMHBbIE
3. ¢ HAJTMYMEM XUMEPHBIX TPAHCKPUTITOB ((bIOKH-TPAHCKPHUIITOB)
4. 5KCIPECCUOHHBIE

Ha ypoBHe 0ejika MapKepaMu MOTYT CJIYKUTh U3MEHEHUS
1. nokanu3anuu O6enKa B KIETKe

2. OCTeI0BATEIbHOCTH AMUHOKHUCIIOT B O€JIKax

3. ypOBHS 3Kcmpeccuu Oeka

4. yucia TPaHCKPUIITOB

1,2,3

K MoJieky/IIpHO-TeHeTHYeCKUM MapKepaM OTHOCSTCS:

1. u3MeHeHue creneHy HHOUIBTPALMK OMYX0JIU TUM(POLUTAMU
2. U3MEHEHHUE YPOBHS dKCIpeccuu Oenka

3. Hapymenus cTpykTypbl JJHK

4. SIUT€HEeTUYECKUE HAPYIICHUS

2,3,4

EauHCcTBO reHeTHYeCKOro Ko/1a BceX sKMBBIX CylIecTB Ha 3eMJle IPOsiBIsAETCS
B €ro

1. TpuIIETHOCTH

2. OIHO3HAYHOCTHU

3. cienuGpUIHOCTH

4. YHUBEPCAIBHOCTH

ButamMuH, yyacTByOIMii B NOCTTPACIAALMOHHON MoauduKannu desika:
1. A (petunomn)

2. Bl (tnamun)

3. C (ackopOnHOBAs KHCIIOTA)

4. D3 (xonekanbiudepod)

3abos1eBaHne, CBSI3AHHOE C YCUJIEHHEM anonTo3a:
1. reprietnueckast HHGEKIUS

2. moMepyoHehpuUT

3. runporedpo3

4. pak IMYHUKOB

10

3a0oJsieBaHMe, CBSI3AHHOE ¢ UHTMOMPOBAHMEM AMONTO3Aa:
1. uadapkr

2. amjlacTUyecKas aHeMHus

3. UHTEPCTUIIUATBHBIN HEPPUT

4. cucteMHas KpacHas BOJTYaHKa

11

Jleyuenne aHTHOMOTHKAMH MOKET NPUBECTH K
1. pazBuTHIO paxuTa

2. U3MEHEHUI0 MUKPOQIIOPHI KUIIIEYHUKA

3. pa3BUTHIO TEMATUTA

4. BO3HMKHOBEHHIO MUKCEIEMBI

12

IlepBoe noko/eHNe CeKBEHMPOBAHUS BKJIIOYAET
1. metox Makcama-I unbepra

2. meton Canrepa

3. IUPOCEKBEHUPOBAHUE

4. MOMyMPOBOTHUKOBOE CEKBEHUPOBAHHE

1,2

13

Bropoe noxo/ieHne CeKBEHUPOBAHNUSA BKIIOYaeT TEXHOJIOTHH
1. nupocexBeHUPOBAHKE

2. NOJyIPOBOJHUKOBOE CEKBEHUPOBAHNE

3. CEKBEHHPOBAHHE Ha MOJIEKYISIPHBIX KIacTepax

4. ceKBEHUPOBAHUE OTHON MOJIEKYJIbI

1,2,3,5




5. HUKINYCCKOC JIMTa3HOC CCKBCHUPOBAHUC

14

TpeTbe NOKOJIEHNE CEKBEHNPOBAHUSA BKJIIOYAET TEXHOJIOTHHU
1. cekBeHHpPOBaHHUE SAMHUYHBIX MOJIEKYN B pEalbHOM BPEMEHU
2. CeKBEHHPOBAHUE HA MOJIEKYJISIPHBIX KJIacTepax

3. CEKBEHUPOBAHUE OJHON MOJICKYJIbI

4. CEeKBEHMPOBAHUE YEPE3 HAHOMOPHI

5. IUKIINYECKOe JINTa3HOEe CEKBEHUPOBAHUE

1,3,4

15

«30J10TBIM» cTaHAAPTOM AuarHocTukn BUY-undexuuu siBiasiercst
1. IMMYHOOJIOTTHHT

2. uMMyHO(EepMEHTHBIN aHATU3

3. 1P

4. ceKBEeHUPOBaHUE

16

AJITOPUTM IHMATHOCTHKHM HMMYHOOIIOCPEI0BAHHBIX 3200/1eBAHMH BKJIIOYAET
1. MOeKynsIpHO-TeHETHYECKUE 00CIeI0BaHNe

2. ob1ree 1abOpaToOpHO-UHCTPYMEHTAIbHOE 00CIeIOBaHHE, MOJICKYIISIPHO-
reHeTH4YecKue o0cae10BaHue

3. cOop aHaMHe3a, KIMHUYEeCKOe 00CiIeJ0OBaHNe

4. cOop aHamMHe3a, KITMHIYECKOe 00cie1oBanne, oomee 1ad0opaTtopHo-
MHCTPYMEHTAJIbHOE 00CIIeZIOBaHNE, MOJIEKYIISIPHO-TEHETUUECKHE 00CIe10BaHIE

17

K meTogaM mMoJieKyJISIpHOM TMATHOCTUKY HA YPOBHE 0€JIKOB OTHOCSITCS S
1. uMMyHO(DEpPMEHTHBIIN aHATU3

2. [P

3. paAMOMMMYHHBIH aHAINU3

4. ceKBEeHUPOBaHUE

1,3

18

K mMeTo1aM MoJieKyJISIPHOM AMATHOCTHKHU HA YPOBHE HYKJIEHHOBBIX KHCJIOT
OTHOCHATCH:

1. Tubpuanzanus

2. *MMyHO(EepMEHTHBIH aHaIN3

3. TILIP

4. cexBeHUpOBaHUE

1,3,4

19

MousekyasipHasi TMaArHOCTHKA BKJIIOYAET
1. uccnemoBanus in vitro

2. ¥CCIIEIOBAHMS in Vivo

3. KJIMHAYECKHE 00CIeHOBaHUS

4. MONEKYNIPHO-OUOIOTHIECKUE METOIBI

1,4

20

Ma3ok cJIM3MCTOM MOJIOCTH PTA UCIOJIbL3YIOT IIPH:
. UI3YyYEHHST KApUOTHUIIA YETOBEKA

. A3y4YEeHUs MTOJIOBOTO XPOMATHHA Y YEIIOBEKA

. TaJIbMOCKOIINH U J€pMaTOINIU(PUKU

. COCTaBJICHUs POJOCIOBHOIO JIepeBa

. I3YYEHHUs NATOJIOTHH 3yO0UETIOCTHON CUCTEMBI

DN D W N —

21

K coBpeMeHHBIM HUTOr¢eHEeTHYECKUM METOAMKAM OTHOCATCS:
1. uccneoBaHuUs MOJIOBOrO XpOMaTHHA

2. metada3Hblil aHAIHU3 XPOMOCOM

3. monekymnsipHo-uuToreneTnueckuii meron (FISH)

4. MeToq pyTUHHON OKpacKu

1,2,3

22

Kaknmu U3 nepeynceHHBIX METOA0B MOT'YT B J1a00paTOPHON NPaKTHKe
BBISIBJISIIOT dNIMTeHeTHYecKre HapyeHusi?

1,2




1. Oucynb(UTHOE CEKBEHUPOBAHUE

2. metuin-cnienuuaeckas [P B peanbHOM BpemMeHn
3. cekBeHupoBaHue o CaHrepy

4. mudposas kanenpHas [T1P

23

Y 00JIbHOTO BBISIBJIEHO HACJIEACTBEHHOE 3200/1eBaHUE - MUTMEHTHAsI
KceponepMma. Ha koxe 00pa3oBajimch 3J10Ka4eCTBEHHbIE OMyX0J1M. B yeM cyTh
ITOM 00J1€3HU?

. HapymIaercs JAesTeIbHOCTh CEepACYHO-COCYIUCTON CUCTEMBI

. Hapyli€Ha CBCTOBas pcrapanuss TAMUHOBBIX JTUMCPOB

. ¢ 60BII0# YacTOTON 00pa3yl0TCsS TUMUHOBBIE TUMEPHI

. 4aCTO IIPOUCXOAUT METHIIMPOBAHNE IIyPUHOB

. HapyIIeH 0OMeH MeJlaHWHa

DN D W N =

24

Y neBymiku 22 et oTkpbiTas popma TydepkyJie3a. B komniexkc Ha3HAYeHHBIX
el JIeKapCTBEeHHbIX NMPenaparoB BXOAUT AHTHOMOTHK puGaMIMIIUH, KOTOPbIA
csasbiBaeT JTHK-3aBucumyro PHK-nonumepa3sy npokapuoros. TopmoxenneM
KAaKOro nmpouecca y Bo30yaureJisi Ty0epKyJje3a 00ycJ0BJINBAETCS JIedeOHbIi
3¢pdext pudamnuumuHa?

. TPAHCIALUU

. 00paTHOH TPaHCKPUILUU

. peIuIMKanun

. 0bpazoBanus amuHoa-TPHK

. TPAHCKPUIILIUN

DN D W N =

25

JIJ1s1 oJTy4eHusI 1OCTOBEPHBIX Pe3yJIbTAaTOB reHeTHYEeCKUX TeCTOB HauboJiee
HA/IeKHBIMH HCTOYHUKAMH HAYKJIEHHOBBIX KHCJIOT SIBJISIFOTCH:

1. cBeXHE U CBEKE3aMOPOKEHHBIC TKAHU

2. CBeXKHME TKaHU M3 OYara OIyXoJeBOro HeKpo3a

3. CyCHeH3UU KJIETOK

4. TKaHH, JUTUTSILHOE BPEMs XapHSIIHECs TPH KOMHATHOW TEMIIepaType

1,3

26

Ha cyne6HO-MeauIIUHCKYI0 IKCIEePTU3y MOCTYNHWIA KPOBb PeOEHKA U
NMPeanoJaaraeMoro 0Tua JJisi yCTaHOBJIeHHs 0THOBCTBA. Kakne xumuyeckue
KOMIIOHEHThI HE00X0AMMO HIeHTH(UIIUPOBATH B HCCJIeyeMOi KPoBu?

1. IHK 3. pPHK

2. TPHK 4. MPHK

27

ITaneaun MapkepoB NMO3BOJISIOT:

1. BBIABUTH META0OIMUYECKUE HAPYIIEHUS B OIIYyXOJIHU

2. uAEHTUPUIMPOBATH MOJIEKYJISIPHBII IMOATHUII OMYyXOJIU 00Jiee TOUHO, YeEM
OJVHOYHBIN MapKep

3. YBEJIMYUTH JOCTOBEPHOCTh MPOrHO3a T€UEHHUs 3a00JI€BaHUS

2,3

28

IIporHocruyecknii Mapkep MOMoOraer onpeaeaIuTb

1. 6ynet nu 3ab0s1€BaHKE IPOTEKATh B arPECCUBHOM WJIM MHAOJIEHTHOHN popme
2. OyzeT JIn OITyXO0JIb OTBEYaTh HAa KOHKPETHBIN Mpernapar

3. ecTb Jiu 3a00JI€BaHUE U KAKOE UMEHHO

29

B opranusme nanmuenta BoisiBieHbl PHK-Bupycsl kopu. C noMompso Kakoro
(epMeHTAa IPOMCXOAMT YBEJIMUYECHUE KOJMUYecTBAa MoJIeKy)l BupycHoit PHK y
JAHHOTO 001bHOT0?

1. TpancnOKa3bl

2. JIHK-nurassr

3. JHK-3aBucumoni PHK-nommmepassl

4. PHK-3aBucumoii PHK-nonumepasbl

5. oOpaTHOI TpaHCKPUNTA3bI




30

K xkputepusiM oTO0pa Ha ucciie0BaHNe /1Sl ONpeae/IeHUs1 HACIeICTBEHHOM
NPeapacmoJI0KeHHOCTH K OIyX0JeBbIM CHHAPOMAM OTHOCSTCS

1. OTATOIIEHHBIN CEMENHBINA OHKOJIOTMYECKUN aHAMHE3

2. TMO3/THUN BO3pACT Hayajia 3a00JIeBaHM

3. paHHHI BO3pacT Hadaja 3a00JIeBaHUS

4. CHHXpPOHHOE MJIM METaXPOHHOE BO3HUKHOBEHHE HECKOJIBKHUX OIMYyXOJIEBBIX
04aroB

1,3,4

31

Y KeHIIMHBI, YNOTpeOdJsiBIIEed BO BpeMsi 0epPeMEHHOCTH aJIKOIOJbHbIE
HANUTKH, POANJICS INIyX0H pe0EHOK ¢ paculeJJMHAMHU BepXHeil ry0bl U HéOa. ITH
NPU3HAKHA HANOMUHAIOT MPOsIBJIeHHE HEKOTOPbIX XPOMOCOMHBIX AHOMAJIMIA.
Kaxkoii npouecc npuBes K TAKUM MOCJIeICTBUSAIM ?
1. kaHueporeHes

2. OHTOTEHE3

3. TeparoreHes

4. punorenes

5. MyTareHes

32

JlueTroTepanusi MoO:KeT MNPeIOTBPATHTL KJIMHHYECKOEe TIPoOsiBJieHHEe Psaa)
HACJIEJACTBEHHBIX 0oJie3Hel WM o0jerdyuTth uX Tedyenue. Kakyw d¢opmyj
H3MEHYMBOCTH BbI3bIBAET JAUeTOTEpanus?
1. MyTanmoHHy10

2. KOMOWHATHBHYIO

3. KOpPPEIATUBHYIO

4. Monu(pUKAITMOHHYTO

5. TEpaTOTEHHYIO

33

DeHWIKETOHYPHUSI SIBJISIETCSI HACJEACTBEHHOW 00J1e3HbI0O, 00YCJI0BJIEHHOI]
TOYeYHOH MyTanuei. JT0O U3MeHeHHe:

. KOTMYECTBA XPOMOCOM B JIUIIJIOUTHOM Habope
. KOJINYEeCTBa F€HOB

. MOJIEKYJISIPHOU CTPYKTYpPBI FeHa

. KOJIMYeCTBa XpPOMOCOMHBIX HaOOpOB

. CTPYKTYpPBI OTI€TbHON XpPOMOCOMBI

DN D W N =

34

JleTH, TOMO3UTOTHBIE MO PeHecCHBHON ayTOCOMHOW MYTAUMM «IHUIMEHTHas]
KcepoiepMay, NPH POXKIEHUH BBINISIAAT HOPMAJIbHO, HO YysKe B PaHHeM|
BO3pacTe 10/ BO3/1eliCTBHEM COJTHEYHOI'0 CBETAa Y HUX MOSIBJISIIOTCS OPaKeHUs
koxku. IlurmeHTHasi KcepogepMa BO3HHKAaeT B pe3yJbTaTe HapyLIeHHs
npouecca:

1. pennkanuu

2. peniapanuu

3. TpaHCHISIUU

4. TpaHCKPHUILNH

5. pekoMOMHAIUH

35

Tanaccemusi — 3a0osieBaHMe, KOTOpOe XapaKTepu3yeTcsi HeA0CTATOYHOW
NpoAyKuue B-uenei ri1odnHa. Bbljio BBISICHEHO, YTO Y 00JIBHBIX B KJETKaX
HaOmronarorces udaumek npo-mPHK u ne¢puuur MPHK B-riio6una. Kakoii 3Tan
IKCIPECCHHU FeHOB HAPYILIEH Y 3THX JIIOIeH?
1. penynnukanus

2. TPAHCKPUIILIHS

3. MPOLECCUHT

4. TpaHCIALUS

5. penapanus




36

Ilopa:xkenue capxkomoii Payca ctaHOBUTCH BO3MOMKHBIM TOJBLKO B TOM Ciy4ae,
ecain uHpopmanus o crpykrype PHK-conepskamiero Bupyca BKJIKOYAeTCH B
reHOM KJIeTKH X03simHa. Kakoii ¢gepMeHT 00s13aTe/IbHO J0/1K€eH IPUCYTCTBOBATH
B COCTaBe OHKOT€HHOI0 BHUpYyca capkombl Payca?
1. oOpaTHas TpaHCKpHUIITa3a

2. JIHK-rupaza

3. amunoarmia-TPHK-cunreTasa

4. IHK-3aBucumas PHK-nonumepasa

5. PHK-pemnkasza

37

Y 001bHOT0 Ha JeCHe BbISIBJIEHO HOBOOOPa30BaHHE ¢ METACTA3aMH, KOTOPOE
SIBJIAAETCH CJIeICTBHMEM /UIMTEJbHOr0 KypeHusi. Kakoil M3 mnpuBeIeHHbIX|
MPOLECCOB ABJISAETCH NPUYMHON BOBHUKHOBEHHSI HOBOOOpa3oBaHus?
1. penapanus

2. TPAHCKPUTIIUS

3. MyTanus

4. pervKanus

5. TpaHCISIUA

38

Kakue MeTobl HcC/IeJ0BaHNS NTO3BOJISIIOT CBOEBPEMEHHO YCTAHOBUTDH JHATHO3
(peHnIKeTOHYpHHU?

1. onpenenenue tener bappa unu 6apabaHHBIX MaT04YeK

2. pacdeTr BepOsITHOCTH POXKACHHS O0JIHHOTO (IT0 TeHETUYECKUM 3aKOHAM )
3. OMOXUMUYECKOE UCCIIEOBAHUE KPOBU U MOUHU

4. onpenesieHne KapuoTHna

5. u3yueHue AepMaToriuduKku

39

BeposiTHOCTL pokaeHHs1 00IBHOTO pedeHKa ¢ cuHApoMoM Mapdana, eciiu
00JIeH OTell, U OH reTePO3UIroTeH:

1.50% 4.25%
2. 6immsko k 0% 5.75%

3. 100%

40

Y 00JbHOro BBIIBJIEHO HACJIEICTBEHHOE 3a00/ieBaHHEe — THIMEHTHas]
Kcepoaepma. Ha koxe o6pa3oBasuch 3/i0kauecTBeHHbIE 0MyXo/u. B uem cyTh
3TOi 00J1e3HMN?

. HapyImIaeTcs AesITebHOCTh CEpACYHO-COCYIUCTON CUCTEMBI
. HapyIHeHa CBETOBAasA penapaum{ TUMHWHOBBIX )II/IMepOB

. ¢ 60MBII0# YacTOTON 00pa3yr0TCsS THMHUHOBBIE TUMEPHI

. 4aCTO IIPOUCXOAUT METHIIMPOBAHUE IIYPHUHOB

. HapyIIeH 0OMeH MeJlaHWHa

DN D W N =

41

Y 310poBOi KEHIIMHBI, KOTOpPasi BO BpeMsi 0epeMEHHOCTH TMepeHec.a)
BHPYCHYI0 KPAaCHYXy, POIMJICH IJIyX0oil pe0EHOK, Y KOTOPOro HOpMAaJbHbIe
KapuoOTHUI U reHoTui. [1yxora pedéHka siBjisieTCs NMPOsSIBJIEHUEM:

1. reHHBIX MyTalUi -T€HOKOTUHI

2. XpOMOCOMHOM abeppauuu

3. dheHOKOTTUU

4. KOMOMHATUBHOM M3MEHYUBOCTH

42

Bo Bpemsi o0cienoBanusi OyKKaJbHOIO 3MHUTEJMs MYKYMHbI ObL1 BbISIBJICH
10JIOBOM XpoMaTuH. /[JI1 KAKOro XxpoMoCOMHOI0 3200/1eBAHUS 3TO XapaKTEePHO?
. curpoma Knaitudenrepa

. 6onesnu JlayHa

. TPUCOMUH 110 X-XPOMOCOME

. runodocdareMuueckoro paxura

. cunpoma Illepemesckoro-TepHepa

DN AW N =




43

Y 6-1eTHero pedénka ooHapy:keH cuHapom layna. Ho xpomocoMHBbIi aHaIU3)
MOoKa3aJ1, YTO He BCe KJIeTKH UMEIOT aHOMA/IbHbIN kKapuoTun. Kak Ha3biBaeTcs]
3TO AiBJIeHue?

1. sanucras

2. HenoJiHas NEHETPAaHTHOCTh

3. HEMOJHOE JOMUHUPOBAHUE

4. MO3auIU3M

5. BapuaOesibHasl SKCIPECCUBHOCTh

44

Y pebenka mnocjie poKAeHHMs NPOSBHIICA CHHAPOM ''Komaybero Kpuka' -
"mMaykawmmii' Tem0p rosoca. Ilocsie ucciaeqoBaHus KAPUOTHUIIA ITOT0 PedeHKA
ObLiIa O0HApYIKeHa:

1. nononHuTenpHas Y-Xxpomocoma

2. HexBaTKa X-XpOMOCOMBI

3. nonoHUTENBHAS 2 1-9 XpoMocoma

4. neneuus KOPOTKOTO Ijieya 5-i XpOMOCOMBI
5. IONOJHUTENbHAs X-XpOMOCOMa

45

IIpu kakom 3a00/1eBaHUM Te€TEPO3UTOTHI YCTOMYMBBI K MAJIAPUN?
1. OpaxuaaKTHINN

2. UMCTUHYPUHU

3. beHMIKETOHYpHUH

4. reMmoduuu

5. CEpNOBUTHOKJIETOUHON aHEMUHU

46

Kakoii MeTrox reHerH4eckoro 00CJeI0OBAHHS JACT BO3MOKHOCTL HaH0o0J1ee
JOCTOBEPHO YCTAHOBUTH AuarHo3 cunjapoma IllepemeBckoro-Tepuepa vy
00JILHOTO YeIoBeKa?

1. reHeasornyeckuit

2. nemorpado-CTaTUCTHIECKUMA

3. nepmaroriuduka

4. oOHapyKeHHUE T0JIOBOTO XpOMAaTHHA
5. ONM3HENOBLIH

47

Kakasi u3 nepeumcieHHBIX O0oJie3Hel SIBJIACTCH HACJCACTBEHHON M dalme
MOHOT€HHOM?

1. runepronus

2. s;3BeHHas OOJIE3Hb KETyIKa
3. MOIMOMUETUT

4. remoumus A

5. caxapHblii Auadet

48

Myxuuna 70 Jier cTpajaer mogarpuuecKkuM aprputoM. B ero pogociioBHoi
TakKKe 0blIM 00/1bHBIC ogarpoi. Kakoii pakrop siBjsieTcs HenmocpeaCcTBEHHOH
NPUYHUHONI Pa3BUTHS NATOJOTMM B JAHHOM cjy4dae?

1. reneTnueckuil 1eekT oOMeHa MOUEBUHBI

2. reHeTn4YecKuil AeeKT oOMeHa MOUEBOI KUCIOTHI

3. IPEKJIOHHBIN BO3pAcT

4. ype3MepHOE MOTpedIeHne Msca

5. MY>KCKOH T10JI

49

HN3BecTHBI TPUCOMHASL, TPAHCIOKAIIMOHHASL M MO3au4Hasi (GopMbI CHHIPOMA)
Jayna. C noMOmbI0 KaKOro MeTOAa TeHEeTHKH YeJOBEeKA MOKHO)
au@pdepeHunpoBaTh nepedrcaeHubie popmsbl cuHapoma JlayHa?

1. OMOXUMHYECKOTO

2. TeHEAJIOTHYECKOT'O

3. IUTOrEHETHYECKOTO

4. ONMyNSAIIMOHHO-CTAaTHCTHYECKOTO




5. OJIN3HELIOBOTO

50 | s u3ydeHUs HACJIEACTBEHHOCTH Y 4YeJ0BeKa MCIOJIb3YIOT pPa3Hble METOAbI
AHTPONOreHeTUKH W CPeId HUX - TeHeaJorMYecKuii u OausHenoBblil. UTo
HMEHHO MO’KHO ONpeAe/JuTh OJ1M3HeOBBIM MeTOA0M?

1. BKCIIPECCUBHOCTH
2. k03hHUIMEHT HACICACTBEHHOCTH
3. IEHEeTPaHTHOCTh
4. TUT HacleAOBaHUS
5. 3UTOTHOCTH MpoOaHa
51|HoBopo:kaeHHOMY pPeOéHKY ¢ MHOIOYHMCJIEHHBIMHM IOPOKAMH Pa3BUTHSA B
POIMJILHOM /IOMe NOCTABJIEH NMpeABAPUTEIbLHBIN AuarHo3: cunapom Ilaray. C
NMOMOIIbI0 KAKOT0 MeTO/Ia TeHeTHKHN MOKHO NMOATBEPAUTH 3TOT IHATHO3?
1. reHeaIOrnYECKOTO
2. OJIM3HELIOBOTO
3. OGMOXUMHUYECKOTO
4. IUTOTEHETHUYECKOTO
5. HONyJSIIMOHHO-CTATUCTUYECKOTO

52 | BO3HUKHOBeHHE HUKeNepeuncIeHHbIX 3200/1eBaHUI CBSI3aHO C TeHETHYECKUMU
¢paxTopamu. HazoBuTe NaTo/I0ruio ¢ HacJaeCTBEHHBIM MPeIPACIOJI0KEHHEM:
1. ceprioBUIHOKIIETOYHAS] aHEMUS
2. JAJIBTOHU3M
3. cungpom [layna
4. xopest XaHTUHTTOHA
5. caxapHbIi TuadeT

53 |B 50-x rogax mpouwioro crosieruss B 3anagnoit EBpone ot marepeii, KOTopble
NMPUHUMAJH TAJTUIOMH (CHOTBOPHOE CPEICTBO), POANJIOCH HECKOJIbKO ThICHY
JAeTel ¢ OTCYTCTBYIOIMMH WM HEOPA3BUTHIMH KOHEYHOCTSIMH, HAPYLIEHHEM
cTpoeHus ckejiera. KakoBa npupoaa Takoi narojioruu?

1. reHoKoOTIHSI

2. reHHas MyTaIus

3. ¢penokomnus

4. XpoMOCOMHasi MyTalus
5. TEHOMHAsl MyTalMsl

54 |V uyesioBeKa BbISIB/IEHA rajakTo3eMusi - 00Jie3Hb HakomieHuss. C moMoumbio
KAKOI0 MeTO/1a FTeHETHKH IMATHOCTHPYeTCcs 3Ta 00JIe3Hb?

l. HMTOr€eHETHYECKOTO
2. GMOXMMHYECKOTO
3. MOMySIIMOHHO-CTAaTUCTUYECKOTO
4. GNU3HEII0BOTO
5. F€HEJIOTUYECKOTO AaHAJIN3a

55 | Y 6oabHOrO HMeeTCst MyTalUs TeHa, 0TBEYAI0LIero 3a CHHTE3 reMor100uHa. 1o
NPUBEJI0 K Pa3BUTHIO CEPHOBHAHOKJIeTOYHOH aHemuu. Kak Ha3bpIBaercs
NATOJIOTHYECKHMIl TeMOIJIOONH, BbISIBJIsAEMbIH NPH 3TOM 3a00/1eBaHNN?

1. HbA 4. HbA1
2. HbF 5. Bart-Hb
3. HbS
56 |/KenmumHa padorajla HEKOTOpOe BpeMs HAa NPOM3BOACTBE, CBA3AHHOM (|

BPEHBIMH YCJIOBUSIMU PAa0OTHI. Y Hee poauics pedéHOK ¢ pacieJuHol ryobl u
HE0a. Kakoil pakTop moC/IyKuJ1 NIPHYMHOM Pa3BUTHA MOPOKa?

1. MexaHn4ecKoe BO3AEMCTBHE HA TUION

2. amMMEHTapHBIN (aKTop

3. MOBBILIICHUE TEMIIEPATYPHI TeIa GepeMEHHOM




4. uadexmonHoe 3ab01eBaHme
5. pagualMOHHOE U3JIYYEHUE

57 |[K Bpauy oOparmiicsi 60JIbHOM € KaJI00aMH HA HENMEPEeHOCHMOCTH COJTHEYHOH
paguanuu. Umerorcs 0:xoru Koxu U HapyumeHnue 3perHusi. [IpeaBapurebHbIi
AUArHo3: aabL0uHu3M. Hapyuenue o0MeHa kKakoii aMHUHOKHMCJIOTHI 0TMeYaeTCsl
y 3TOro namueHra?

1. nposnuHa 4
2. Tpunrodana

3. anaHuHa

4. THpo3uHA

5. IM3UHA

58 |K Bpauy MeauKo-reHeTHYeCKO KOHCYJbTAMHM BIIepBbie 00paTUIaCh|
OepeMeHHasi ’KEHIIUHA O MOBOAY BO3MOKHOW HACJEICTBEHHOI MATOJOTUHU Y
Oynymero peoénka. C HCHOJb30BAHMS KAKOI0 MeT0da HAYHETCH ee
o0csenoBanue?

1. HUTOr€HETHUECKOTO 4
2. OIU3HELI0BOTO

3. KApUOTUIIUPOBAHMS

4. reHeasoTuueCcKOro

5. GUOXUMUYECKOTO

59 | B nomyJsiuusix JIoaei 4acToTa cepaedHo-coCyIHCThIX 32001eBaHUil TOCTOSTHHO)

BO3PacCTaeT, TAK KaK 3TH 00JIe3HH SIBJISIIOTCS:
1. monudakTopuanbHbIMU
2. ayTOCOMHO-TOMUHAHTHBIMHU 1
3. clleTIEHHBIMU ¢ X-XPOMOCOMOi
4. ayTOCOMHO-PELIECCUBHBIMU
5. XpOMOCOMHBIMHU
60 |B kakoM BO3pacTe MOI'YT NPOSIBJATHCS HACJeCTBEHHbIE 3200 1eBAHNS:
1. B 5 MOpHOHATBEHOM TIEpUOJIE
2. B IETCKOM BO3pacTe 5
3. B 3pesioM BO3pacTte
4. B IOXKUJIOM BO3pacTe
5. B 110060M BO3pacTe

61 |O0BbeKTOM M3YyUYeHHUSs] KIMHUYECKO reHeTUKHU SIBJIAIOTCS:

1. 6oBpHOM YEeTTOBEK 3
2. 601bHOM U OONBHBIE POJCTBEHHUKU
3. 60JIHHOM M BCE YICHBI €T0 CEMbHU, B TOM UHCJIE 3I0POBbIE

62 |I'eHeTHYecKOe TECTUPOBAHHE MPH PaKe MOJIOYHOI Kejie3bl PEKOMEHTYETCsl B

CJIEAYIOIIUX CAyYAsAX:

1. B couyeTaHny ¢ TUHEKOJIOTUYECKOM MaToI0ruen

2. IpH OTATOLICHHOM HAacJeICTBEHHOM aHamHe3e — Hanmmuuu PMX y 2 u Goned| 2,3, 4
OJIM3KUX POJCTBEHHUKOB

3. npu nepBUYHO-MHOkecTBEHHOM PMDOK

4. y )xeHiuH Mosioxe S50 jer

63 |I'eHeTHYecKOe TeCTHPOBaHHME INPH PaKe MOJIOYHOH KeJjie3bl PEeKOMEHTYeTCs
npu:

1. ropMOHATBHOM TUC(HYHKIIMH IMATOBUTHON JKEIIE3bI 3.4
2. TOPMOHANBHON AUCPYHKIIUU TUIHUKOB ’
3. pake TpyIHBIX KeJlle3 Y My>KUYnuH
4. TpOHOM HEeTaTUBHOM (hEHOTHUIIE OMYyXOIH
64 |JlaGopaTopHasi AUATHOCTUKA PAKa MOJIOYHOM Kejie3bl COCTOUT M3: 1.2.4
> 25

1. TeHeTUYECKOTO TCCTUPOBAHUL




2. TUCTOJIOTHYECKOTO U MMMYHOTHCTOXMMHUYECKOTO HCCIICAOBAaHUN OMOICHUITHOTO
U/WJIN ONIEPallMOHHOIO MaTKepuaa
3. pa3BepHYTHIX KIMHMUYECKUX M OMOXMMHMYECKHX AaHAJIM30B KpPOBH, BKIIOYAs
1oKa3zaresu GyHKLUUH [10YEeK

4. MUTOJIOTUYECKOr0 MCCIIEIOBAHUS MYHKTATA U3 OMYXOJIH U JIMM(PATHIECKUX Y3JI0B

65

JAsi AMATHOCTHKH XOPHOKAPIUHOMBI MATKHM IeJIeCOOOPa3HO TPUMEHSITH)
cieaylolue HMMYHOJIOTHYeCKHe MeTObl MCCJIeJ0BAHUS

1. ADII, PDA (Anbda-heronpoTenH, pakoBO-dMOPHUOHATIBHBIN aHTUTEH )

2. XTI, TBI" (xpoHn4eckuii roHaI0TPOITUH, TPO(HOOIACTUUECKUI raMMa-TI100yIHH)
3. MpaBWIBHOTO OTBETA HET

4. Bce OTBETHI MPABUJIbHBIC

66

Haub6osee xapakTepHbIM MapKepoM /ISl PpaKa SMYHUKOB SIBJISETCS:
1. PDA 4. ADII

2. CA 15-3 5.CA 19-9

3. CA 125

67

PexomeHayeTcsi ompejejieHHe YPOBHSI CJEIYHIIMX OHKOMAPKEPOB NMPH paKe)
JKeJTyIKa:
1. PDA

2. CA125

3.CA 199
4. CA72.4

1,3,4

68

J17151 IpoBeeHUsl IIUTOTEHETHYECKOTO AHAJIN3a HCIIOIB3YIOTCS:
1. MBIIICYHBIC KICTKH

2. 3pUTPOLIUTHI

3. Ouomnrar XopuoHa

4. >MOpHOHAJIbHAS TKaHb

3,4

69

CKpPHHHHI HOBOPOKACHHBIX 1eJ1ecC000pa3eH NMPHU CJIeIYIIIHX 3200/1eBAHUAX:
1. BpOXKIEHHBIN TUIIOTUPEO3

2. heHUTIKETOHYpUS

3. MyKOBHUCITUI03

4. HeIOCTaTOYHOCTh OMOTHHUIA3bI

5. 60ne3up Dadbpu

1,2,3
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