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@OoH/T OIIEHOYHBIX CPEJCTB COCTABICH B COOTBETCTBUH C TpeOOBaHMSIMHU (heneparbHOTO
rOCyIapCTBEHHOTO0 00pa30BaTEIbHOTO CTaHmapTa Beiciiero obpasosanus (PI'OC BO) 31.08.30
I'eneTuka, yTBepKIeHHOTO NprukazoM MunoopHayku Poccun ot 25.08.2014 N 1072, u ¢ yuerom
TpeOoBaHU MPOPEeCCHOHATBHOTO CTaHAapTa «Bpad-reHeTux»

@DOH/JI OLIEHOYHBIX CPEJICTB COCTABJICH:

Ne damunus, UM, Vyenas 3aHnmaemas Mecto paboThI
OTYECTBO CTCTICHb, JIOJDKHOCTh
= 3BaHHUC
.
1 | Kosanes Braaucnas .M., 3aB. kadeapoii OI'bOY BO YIMY
BuktopoBuu aKyIiepcTBa u Munzapasa Poccuun
npogeccop THHEKOJIOTHH,
TpaHCcPy3UOTIOTHI
2 Kynpssuesa Enena I.M.H., HoteHT xadenpsi. ®dI'bOY BO YI'MY
BnagumuposHa JIOLIEHT aKylIepcTa u Mun3snapasa Poccnn
TMHEKOJIOTHH,
TpaHC(y3HOIOTHH,
3aBeayrommii LIHNJI
Penienzent:

3aBeaytouii  kadeapoir meaunuHckoir renetukn DPIBOY  BO  «Cesepo-3amagHbiit
rOCyJapCTBEHHbIM MeIMUIMHCKUN yHuBepcureT um. M.M. MeunukoBa» Munsnpasa Poccun,
1.6.H., mpodeccop Xapuenko T.B.

@DOH/T OLIEHOYHBIX CPEJICTB 00CYKIEH U OJ00PEH:
- Ha 3aceaHny Kadeaphl aKyIepcTBa U ruHeKoIorud (mpotoko Ne 4 ot «20» nexadps 2022 r.)
- METOAMYECKON KOMHCCUEH crieruanbHocTe opauHaTypsl (mpotokoa Ne 5 ot «10» mas 2023

r.)



1. Konudukartop

CTpyKTYpUpPOBaHHBI TIEpEYCHb OOBCKTOB OIICHUBAHWS — 3HAHUN, YMEHHW, HAaBHIKOB,
yuuTtbiBaronuit ®I'OC u I1C npeacrasiex B Tabnuie:
Kontpompyemsie 3YH, nHanpaBieHHbie Ha popmMupoBaHue
JInpakTudeckasi | KOMIETCHIUN
eqununa (JIE)
3HaTh YmMmerh Biaagern
(bopmynupoBka 3HaHus 1 | (hOpMyIUPOBKA (dbopmynmpoBKa
ykazanue YK u I1K) YMEHUS U YKA3aHHWE | HAaBBIKA U YKA3aHUE
YK u I1K) YK u I1K)
JE-1 I'enetnueckue | OCOOCHHOCTH CocTaBisTh MIaH 0COOCHHOCTSMH
OCHOBBI JTUATHOCTUKHU U JIeYeHHs OOJIE3HEH | OIICHKH
HEBbIHAIIMBAHUS KJIIMHUYECKOTO TeUEHUS Y Ha3Ha4aTh PENpPOIYKTUBHOTO
OEpEeMEHHOCTH. TEHETUYECKUX JICYCHHUE C YUYETOM | MOTEHIMAA;
CUHJPOMOB y BO3pacra 3al0JIHEHUEM
TUHEKOJIOTUYECKUX MalKUeHTa, METUITUHCKON
MalHEHTOK; JIMar{os3a u JIOKyMEHTaluu Ha
Metoauky cbopa u KJIIMHUYECKOU pa3IUYHBIX JTanax
OIICHKU aHaMHe3a KapTHUHBI o0ceoBaHus;
KU3HH; 3a0o0NieBaHus U B METOAMKOMN OLICHKHU

MeToauKy TIOTy4YeHUS |
OLIEHKH UH(pOpMaLK O
TePEHECEHHBIX 0OJIE3HIX
U XUPYPrHUYECKHUX
BMeEIIIaTEIhCTBAX (KaKue
Y B KaKOM BO3pacTe).
CoBpeMeHHbBIE METO/IbI
NpOopUIAKTUKA
HEBBIHAIIMBAHUS
OepeMEeHHOCTH;
OcobenHoctu
JTUArHOCTUKH U
KIIMHUYECKOTO TCYCHHUS
TUHEKOJIOTHYECKUX
3a00yiIeBaHUN y
MAIUEHTOB, C
MOJIO3PEHUEM Ha
HaJIH4YMe TeHEeTUIECKON
MaTOJIOTHH.

VK-1; YVK-2; IIK-1; IIK-
2; TIK-6; I1K-8

COOTBETCTBUH C
JIEHCTBYIOILIMMU
KIUHHYECKUMU
PEKOMEHIallusIMU
(mpoTokonamu
JIeUYeHU),
MOpsIAKAMU
OKa3zaHUs
MEIUITMHCKON
ITOMOIITH U C
Y4ETOM CTaHJapTOB
MEIUITUHCKON
ITOMOIIIH.

CobpaTh 1 OIICHUTH
aKyLIepCKUN U
TMHEKOJIOTHYCCKHI
aHaMHe3;

JIaTh OIIEHKY
TEUYCHHUSI
3a00JIeBaHys,

3¢ (HeKTUBHOCTH
ne4eOHBIX
MEpOIIPUATHH,
MPEAYCMOTPETh
BO3MOYKHBIE
OCJIO’)KHEHUS U
OCYILECTBUTH UX
PO UITAKTHKY;

KIIMHUYECKON KapTHUHBI
0oe3HEN;
MIPOBEJICHUEM

Qg depeHInaIbLHOro
JTUarHo3a C JPyTruMu
OoJIe3HAMU

VK-1; VYK-2; IIK-1;
[IK-2; TIK-6; T1K-8




VK-1; YK-2; TIK-1;
[1K-2; T[1K-6; T1K-8

JE-2 I'enetnueckue
OCHOBBI HapyIlIEHUI
pEenpOyKTUBHOU
GyHKIHH.

MeTtoauky cbopa u
OLICHKHU aHaMHe3a
6ose3nu (5kano0bl, CPOKU
Hayasa 3a00JeBaHus,
CPOKH MEPBOTO U
MTOBTOPHOTO OOpaIieHus,
IIPOBE/ICHHAs Tepamus).
MeTouKy OIleHKH
COCTOSIHUS U
CaMOYYBCTBHS, OCMOTpa
Y OIICHKU KO>KHBIX
MTOKPOBOB;

OTHOJIOTHIO U NTATOTEHES
HapylIEeHUH
pPEenpoyKIIUH, B TOM
YHCIIe TeHETUYECKHE
MIPUYUHBI,
Knnnnueckyro
CUMIITOMATHUKY
MOHOTEHHBIX U
XPOMOCOMHBIX O0JIe3HEH
M COCTOSIHHUH,
MIPUBOISIINX B
OECILIOINI0 W/WIH
HEBBIHAIITMBAHUIO
OepeMEeHHOCTH;
HopmaTtuBHO-ipaBoBbIE
OCHOBBI HallpaBJI€HUS
MalMeHTOB Ha
BCIIOMOTaTeJIbHbIE
pPenpoyKTUBHBIC
TEXHOJIOTHH;
CoBpeMEHHbBIE METOIbI
JedeHus: OeCIIoNus;
[Tokazanus u
MPOTUBONOKA3aHUS JIJIs
MIPUMEHEHUS
BCIIOMOTaTeJIbHBIX
PEenpOTyKTUBHBIX
TEXHOJIOTHIA;

[Tokazanus ns
MPOBEACHUS
NpeIUMILUIaHTAlMOHHOM
TEHETUYECKON
nuarHoctuku (ITT/]) u
MpeAUMIUIaHTAIMIOHHOTO
TeHETUYECKOTO
tectupoBanus (I1I'T);

[IpoBOaUTH
WHTEPIPETALNIO
pe3yIbTaTOB
FeHETUYECKUX
HCCIICIOBaHUIM.

MPUMEHHUTH
MYJIbTHAUCIUILUINH
apHBIN NOAXO IPU
o0cienoBaHNA U
JICYCHUH
MAIMCHTOB C
HapyIICHHEM
pPEenpOaYKTUBHOMN
byHKINY,
MOJTyYUTh
nH(pOpMaLHIO O
3a00/I€BaHNH,
BBISIBUTH OOIIIKE U
crienuduIecKre
MIPU3HAKU
HapyILIECHUN
PEIPOAYKIHH JIS
ompeeneHus
TepevHs JICUeOHBIX
MEpPOIIPUATHH;

IIPOBECTH
muddepeHIManbHy
10 TUaTHOCTHUKY
PENpPOAYKTUBHBIX
HapyLICHUH;

3aI10JIHUTh
HE00XO0IUMYIO
JIOKYMEHTALUIO JIJISI
HarpaBJICHUS
IaImueHTOB Ha
BCIIOMOTaTeIIbHbIC
pEUpPONYKTHBHBIE
TEXHOJIOTUH;

VK-1; VK-2; TIK-1;
TIK-2; TTK-6; TTK-8

IUAarHOCTUKOU

TCHCTUYCCKUX IIPpUYMUH

HapyILIEeHUN
penponyKLINY;
IIPaBUIILHOMN
MHTEpIpeTauen
IUarHOCTUYECKOU

u

OLICHKOW pe3yJIbTaTOB

71a00paToOpHOTO
UHCTPYMEHTAIBHOTO
o0cetoBaHus
MalyenTa;
VK-1; YK-2; IIK-1,
I1K-2; I1IK-6; IIK-8

u




VK-1; YK-2; ITK-1; TIK-
2; IIK-6; T1K-8




HE-3 CoBpemeHHbIE
10 aAX0 bl K
MPEKOHIICTIIMOHHON
oAroToOBKE.

[TpunIUTIBI
MIPEKOHLECNIIMOHHON
MOATOTOBKH,

ITokazanus s
HaIpaBJICHUs Ha
KOHCYJIbTAIlMIO T€HETUKA
B COOTBETCTBUH C
JEACTBYIOIIUMH
MOPSIAKAMHU OKa3aHUs
MEIUITMHCKOM ITOMOIITH,
KIIMHAYECKUMU
PEKOMEHTalUsIMHU
(IpOTOKOIAMHU JICUSHUS )
10 BOIIPOCaM OKa3aHUs
MEUITMHCKOMW ITOMOIIIH,
C YYETOM CTaHJapTOB
MEIUIIMHCKOW TTOMOIITH.
Mex1yHapOoaHy10
CTaTHUCTUYECKYIO
KJIaCCU(UKALIHIO
OoJie3HeH 1 mpobIeM,
CBSI3aHHBIX CO
3JI0POBBEM.

MexaHu3M AeHCTBUS
JIEKapCTBEHHBIX
Mpenaparos;
MEIMITMHCKUE TTOKa3aHUs
Y TIPOTUBOIIOKA3aHUS K
WX IPUMEHEHUIO;
OCJIOKHEHUSI, BEI3BAaHHBIC
UX IPUMEHEHUEM.
[TpunHIUIIBE 1
0COOEHHOCTH
03/I0pPOBUTETBHBIX
MEpONPHUITHI cpeau
MaIUEeHTOB C
THHEKOJIOTHYECKUMU
3a00JIeBaHUSMH,
HUMEIOIIUMU
TEHETUYECKYIO TIPUPO/TY.
HopmatuBHbIie paBoBbIe
aKThl U UHBIE TOKYMEHTHI,
periiaMeHTUPYIOLIUe
MOPSIIOK TIPOBEICHUS
MEJIULUHCKUX OCMOTPOB,
JUCTIAHCEPU3AINH U
JIMCTIAHCEPHOTO
HaOJIIOICHUS.

VK-1; YK-2; IIK-1; IIK-
2; T1IK-6; T1K-8

dopmMupoBaTh
IIpOrpaMMBbI
3JI0pOBOT0 00pasa
JKU3HU IIpH
IUTAHUPOBAHUH
OepeMEeHHOCTH.

IIpoBoauTh
KOHTPOJIb
BBITIOJTHEHUS
npopUIAKTUYECKU
X MEPOIIPUATUN U
OLICHMBATh

3¢ (HEKTHBHOCTH UX
IIPOBEJCHMUS.

BbIOpaTh
OINTHUMAaJIbHBIN
METOJ, JUArHOCTHUKHU
U CHEIHAIbHYIO
METOAUKY JJIS
BBISBJICHUSA
KOHKPETHOTO
FeHETUYECKOIO
3a00JICBaHUS;

POBOJIUTh
CaHUTapHO-
MIPOCBETUTEIBHYIO
paboty 1o
(hopMHUPOBAHHIO
3JI0pOBOTO 00Opa3a
KU3HH TTPH
nperpaBUaapHOM
MOJITOTOBKE U B
nepuos
OEpEeMEHHOCTH TSI
npopUIaKTUKN
BPOXKICHHBIX
MIOPOKOB Pa3BUTHUS
TI0/1a.

YK-1; VK-2; TIK-1,
[1K-2; I1K-6; I1K-8

bopMyTUPOBKOI
JMarHo3a
COOTBETCTBUU C
JIEUCTBYIOLLEH
MexnyHapoaHoH
CTaTUCTUYECKOU
KJaccuukanuen
Oomne3neld u mpodiem,
CBSI3aHHBIX co
3I0POBBEM.
IropuTMaMu
g hepeHIaTBEHOMI
JTUarHOCTHKHU
Pa3TUYHBIX
TeHETUYECKUX
3a00JIeBaHUN MaTEPH.
COCTaBJICHHEM  IIJIaHa
ePCOHUPUITUPOBAHHO
i NPEeKOHIEMHOHHOM
MOJTOTOBKA B Mape,
BKJIIOYast
MUKPOHYTPHECHTHYO
HOJIIEPIKKY

VK-1; YK-2; IIK-1,

I1K-2; ITIK-6; IIK-8




Texuonoruu BPC TectoBbie koHTpoau | BPC tecToBbie
OIICHUBAHUS pyOexHBIC KOHTPOJIH, KOHTPOJIU
UTOTOBBIA KOHTPOJIb, pyOexHbIe
3a4er. KOHTPOJIH,
WUTOTOBBIN
KOHTPOJIb, 3a4eT.

bPC
YCBOEHUS
3a4er.

MpoBepKa
HaBEIKOB,

2. ATTecTallMOHHbIe MaTePHAJIbI

3auer no gucuuiuinHe «COBpPEMEHHBIE PENPONYKTUBHBIE TEXHOJIOIMM» IPOBOJUTCS B

(bopMe UTOrOBOI'O TECTHPOBAHUS M PEIICHUS CUTYalMOHHBIX 3a/1a4.
2.1. TectroBble 3ananus. [Ipumepsl TeCTOBBIX 3aJaHUI

1.Vkaxxure XPOMOCOMHBIC aHOMAJINH, COBMCCTUMBIC C JKUBOPOKICHUCM

a) TMOJUTUIOU U

0) Tpucomus 18 xpoMocombI
B) MOHOCOMHS 21 XpPOMOCOMBI
') MOHOCOMUSI X-XPOMOCOMBI

a) TPUCOMHUS 2 XPOMOCOMBI
0) TpucoMusi 6 XpOMOCOMBI
B) MOHOCOMUS 8 XpOMOCOMBI
r) Tpucomus 13 XxpoMocombl

3. Kapuotun npu cunnpome Knaitndensrepa

a) 46,XX,male
6) 47,.XXY
B) 48, XXXV
r) 46,XY

4. Kapuotun npu cuajpome TepHepa

a) 47, XXX

6) 48,XXXX

B) 45,X

r) 45,X/46,XX

1) 47,XXX/46,XX

5. Kapuortun npu cunapome /e JIa [Hanenst

a) 46,XX
0) 46,XVY
B) 45.X

r) 45y

n) 47, XXX

6. Kapuotun npu cuHIpOMe HEUyBCTBUTEIBHOCTH K aHAPOTeHAM

a) 46, XX
6) 46,XY
B) 45,X
r) 45,y

2. YKaxure XPOMOCOMHBIC aHOMAJIMHN HE COBMECTHUMBIC C ) KUBOPOKIACHHEM




1) 47,XXX

7. Kapuortun nipu cunapome Jlayna
a) 47,XX,21+
0) 47,XX,21+/46,XX
B) 46,XX, rob15:21
r) 46,XX,rob21:21

8.Kapuorun y >xeHmunsl, ctpanaromeid BI'KH
a) 46,XX
0) 46,XVY
B) 46,XX/46,XY
r) 47, XXX

9.IlocnencTBus MyTanuu B rene 21-ruapokcunassl
a)BpPOXKJCHHAs THITEPIUIa3Hsl KOPBI HAAIIOUYCYHUKOB
0)CHUHIIPOM TECTUKYJISIPHOH (peMUHU3AIIH
B)cuHApoM CBaiiepa

10.ITpoBoautcs mu HLA-Tunuposanue npu 11T
a) HeT
0) na, Bcerna
B) /14, IO [TOKa3aHUSM

11.TIpoBoauTcs i MHBAa3UBHAsI peHATaIbHAs AUATHOCTHKA NTPU OEPEMEHHOCTH MOCIe
nposenenus [1I']]

a) MHBa3MBHAs MpeHaTalbHas TUAarHOCTHKA He TpeOyeTcsl, Tak KaK BCE XPOMOCOMHbBIE
aHoManuu uckirovarores npu I[I'/]

0) MHBa3MBHasI MPeHaTalIbHas TMAarHOCTUKA TpedyeTcs Bceraa, Tak kak nmposeaenue 1171
MOBBIIIAET PUCK XPOMOCOMHBIX aHOMaIUI

B) MHBA3MBHAs MIPEHATalbHAsl JUAarHOCTHKA MPOBOAUTCS MPU HATMYUH TTOKa3aHUH
(BBICOKHMH PUCK XPOMOCOMHBIX aHOMaJIMH 1o pe3yibTataM Y3U u 6MOXMMHUYECKOTr0 CKpUHHUHTA)

12. Bo3moxkHo i nipu niposenieHnu [11I'/] BIOpaTh SMOpHOH OIpeieIeHHOro Toja
a) 3aBUCHUT OT MPaBHUJI KIMHUKH, TpoBoaseit KO
0) BO3MOXHO BO BCeX cityyasx nocie mposeaenus [11]
B) 3aIIPEILEHO 3aKOHOJATEIBHO
') HEBO3MOXXHO, Tak Kak npu [1I'J] Henb3s onpeaenuTs noi

13. YUyBCTBUTEIEHOCTh METO/1a UCCIIEIOBAHUS ITO:

a) J10JIs UCTUHHO MOJIOKUTENIbHBIX PE3YJIbTaTOB CPEAH BCEX MOJOKUTENbHBIX (MCTUHHO-
MOJIOKUTEIBHBIX U JIOKHO-TIOJIOKUTEIBHBIX )

0) 10751 ICTUHHO MOJIOKUTENIbHBIX PE3YJIbTATOB CPEIU BCeX OOJIbHBIX (MCTHHHO
MOJIO’KUTENbHBIE + JIOXKHO-OTPHUIIATENbHBIE PE3YIbTAThI)

B) J10J1s1 HCTUHHO-OTPULIATEIbHBIX PE3YJIbTaTOB CPEAH BCEX 3OPOBBIX (UICTUHHO-
OTpULIATENIbHbIE + JI0’KHO-TIOJI0KUTEIBHBIC)

T') J0JI1 ICTUHHO-OTPHUIATEIbHBIX PE3YyIbTaTOB CPEIU BCEX OTPULIATENIbHBIX (MICTHHHO-
OTPHULATENIbHBIX + JOXKHO-OTPULIATENIbHBIX)

14. CrnenupuuHOCTH METO/1a UCCIIEIOBAHUS ATO:



a) J0JIs1 NICTUHHO TOJIOKUTENIbHBIX PE3yJIbTaTOB CPEIN BCEX MOJI0KHUTENbHBIX (MCTUHHO-
[IOJIO’KUTEIBHBIX U JIOKHO-TIOJIOKUTEIbHBIX )

0) /10J11 UCTHHHO TOJIOKUTEIBHBIX PE3YJIbTATOB CPEIU BCEX OOJIBHBIX (MCTHHHO
II0JIO’KUTENbHBIE + JIOXKHO-OTPULATEIbHBIE PE3YJILTAThI)

B) J10J151 ICTUHHO-OTPULIATENbHBIX PE3YJIBTATOB CPEAH BCEX 30POBBIX (MICTUHHO-
OTpULIATENIbHBIE + JIO’KHO-TI0JI0KUTEIBHBIE)

I') 011 ICTUHHO-OTPULATEIbHBIX PE3YJIbTATOB CPEIU BCEX OTPULIATENIBHBIX (MICTUHHO-
OTPULATENIBHBIX + JOXKHO-OTPULIATENIbHBIX)

15. K cbanancupoBaHHBIM CTPYKTYPHBIM IIEPECTPOMKAM KapHOTUIIA OTHOCATCS
a) TyIUTMKALMs
0) peruIpOKHas TpaHCIOKaIUs
B) poOEpTCOHOBCKAS TPAHCIIOKAIUs
') MO3aHITU3M

16. Kakue XxpoMOCOMHBIC aHOMAJIMH MOTYT MIPUBECTH K OSCILIONUIO?
a) YUCIJIOBbIC aHOMAJIUHU OJIOBBIX XPOMOCOM
0) CTPYKTYpHBIEC IEPECTPOUKH XPOMOCOM
B) MO3aHIIN3M
I') BCE OTBETHI MPABUIbHBIC
1) BCe OTBETHI HEMPABUIbHBIC

17. Yxaxxute CHHIPOMBI, KOTOPBIE BOSHUKAIOT BCIIECTBHE YHCIOBBIX AHOMAIIUH TTOJIOBBIX
XpOMOCOM

a) curapom TepHepa

0) cunapom Hynan

B) cunapom Kiaiindensrepa

T') CHHJIPOM HEYYBCTBUTEIHLHOCTH K aHIAPOTEeHAM

1) BCE OTBETHI MPABUIIbHBIC

€) BCE OTBETHI HETIPABUIILHBIE

18. Cnepmatorenes. YKaKuTe BEpHbBIE YTBEPKICHUSI.
a) HAaUMHAeTCs BHYTPUYTPOOHO
0) HauMHAETCs B MEPHOJ ITOJIOBOT'O CO3PEBAHMS
B) 00pa3oBaHMeE 3pENbIX MOJIOBBIX KJIETOK MIPOUCXOIUT HEMPEPHIBHO
) 00pa30BaHMe 3pebIX MOJOBBIX KIETOK MPOUCXOANUT IUKINYECKH
1) BTOpPOE JIeJIeHHE Mel03a MPOUCXOIUT MOCe OMIOJOTBOPEHHS
€) 00pa30oBaBIIMECs TaMEThl COJepKAT TaIIOUAHBIN HAOOP XPOMOCOM
) 00pa30BaBIIMECs TaMEThI COAEPIKAT AUTUIOUIHBIN HAbOp XpOMOCOM

19. Oorenes. YkaXuTe BEpHbIE YTBEPKICHUS.
a) HAYMHAETCS BHYTPUYTPOOHO
0) HaUMHAETCS B IEPUO/I TTOJIOBOTO CO3PEBAHUS
B) 00pa30BaHME 3PEIBIX MOJIOBBIX KJIETOK MTPOUCXOTUT HEMPEPHIBHO
) 00pa30BaHME 3PENbIX MOJIOBBIX KIETOK MPOUCXOANUT IUKINICCKH
1) BTOpOE JICJICHHUE Meii03a MPOUCXOHT MOCIE OTUIOJOTBOPEHUS
€) o0pa3oBaBIINECs raMeThl COJIEPKAT rarIOUIHBIN HAOOp XpOMOCOM
) 00pa30BaBIINECs TaMEThI COJIEPIKAT TUTIIIOMIHBIA HA00Op XPOMOCOM



20.

21

22

23

24

25

26

27

28

MaxkcuManbHOE YUCII0 OOLIUTOB HACUUTHIBACTCS:
a) BO BHYTPUYTPOOHOM MEPHO/IE
0) mocie poKIeHUs
B) B IIEPHOJ [10JIOBOTO CO3PEBaHUs
I') B aKTUBHBIN PENPOyKTUBHBIN EPHOJ

. 'amerorenes — 3to:
a) mporecc o0pa3oBaHUsI MOJOBBIX KJIETOK
0) TIPOIIECC CIUSHUS MOJIOBBIX KIETOK
B) TIPOIIECC JICTICHUS MOJIOBBIX KIETOK

. Bo Bpemst sMOpHrorenes3a npoucxoIsiT:
a) raMeTOreHe3
0) OIIOIOTBOPCHHE
B) ApoOsieHre 3MOpruoHa
') UMIUTAHTALIHS
1) TacTpyJIALUs

. IIpornecc cnusiHuS MOJTOBBIX KJIETOK U MX B3aMMHAasl aCCUMUWIISIIMS HOCUT Ha3BaHUE:
a) raMeTOreHe3
0) oorenes
B) OILJIOJIOTBOPEHHE
') UMIUIAaHTALIHAS

. UmmnanTarus SMOprHoHa IPOUCXOTHT:
a) cpasy IocJe 3a4aTus
0) Ha 3 CYyTKH MOCJIE OTUIOI0TBOPEHUS
B) Ha / CYTKH I10OCJI€ OILJIOIOTBOPEHUS
T) B TIEPUOJ] OXKHIAEMON MEHCTpYyaluu

. ®aKTOpHI, OTIPeeNIONINE BO3MOKHOCTD BIIMSHUS JIGKAPCTBEHHBIX MPETIapaToB Ha TUIO:
a) MOJIEKYJISIpHAs Macca Ipenapara
0) TONIIMHA [UTALEHTapHONH MEMOpaHbI
B) HaJIMUUE COMYTCTBYIOLIEH MAaTOJIOTUU
r) hapMakoMHAMUKa Mpernapara

. YKaxuTe npenapatsl ¢ JOKa3aHHBIM TEPATOTEHHBIM d(hPeKToM:
a) IUJIPOreCTEPOH
0) Baphapux
B) aHJPOTEHBI
T) TaJTUJOMHU/]L

. bmacromarusa — 3To
a) MaTOJIOTHS 3apOIbIIIa BOSHUKIIAS B MIEPBbIE 3 JHS MOCIE OIJI0I0TBOPECHHS
0) maroyorus, BO3HUKINAs ¢ 4 10 15 THS Mocye OMI010TBOPSHUS
B) MATOJIOTHSI, BO3HUKIIIAsI B TIEpBhIC 3-8 Heenb OepeMEHHOCTH
T') MaTOJIOTHs, BOSHHUKIIAS B IEPHO]T UMILIAHTAIIAN

. [Ipu nmpenummianTaninoHHOM TeHeTrndeckoM TectupoBanuu (I11'T-A) BO3MOKHO BEISIBIIEHHE



a) MOHOTCHHBIX 3a00JICBaHUI

0) YHCIIOBBIX XPOMOCOMHBIX MIEPECTPOCK

B) CTPYKTYPHBIX XPOMOCOMHBIX IIEPECTPOCK
T') 100BIX TEHETHYCCKUX 3a00JICBaHUI

29. Beibepure caMyro 4acTyl0 IPUYMHY HEBBIHAIMBAHUS OEPEMEHHOCTH
a) aHOMaJIMU KapUOTHIIA Y OJTHOTO U3 CYIIPYTOB
0) MOHOTCHHBIC 3a00JICBaHUS
B) aHEYIUIOU Ul IMOpHOHA
T) nHOEKIHs
B) SHIOKPUHHAS MATOJIOTHUS

30. BeisBnenue mytanuu (moaumMopusMa) Kakoro reHa rmo3BoJisieT MOCTaBUTh TUArHO3
«TEHEeTHYEeCKasi TPOMOO(UITH

a) FGB

0) F2

B) F5

r) F7

) PAIL

OtBersl HA TECTOBBIE 3AJIAHUSA

1-a,0,B,T 2—2a,0,B 3-0,8 4B, 5-a

6-a 7—a,B,T 8-a 9-a 10-B
11-B 12-8 13-a 14 -8 15-06,8
16-1 17 —a,B 18 — 0,8, 19 —a,rr,oe 20-a
21-a 22 —B,I, 1 23-B 24 - B 25 —a,0,B,r
26 — 0,B,T 27 -0 28 —-0,8 2908 30-6,8

2.2. IlpuMepbl CUTYaIHOHHBIX 32/124
1. ITarmenTtka M., 29 net, oOpatuiack B CBSI3U C IPUBBIYHBIM HEBBIHAIIIMBAHUEM O€PEMEHHOCTH.
B anamHuese 3 OepeMEHHOCTH, BCe 3aKOHUMIIMCH HEPa3BUBAIOIIEHCS OEPEMEHHOCTRIO B CpOKe 6-7
Henenb recranuu. [lanenTka He KypuT, ajJKOrojeM He 3J10yNoTpeOseT, HacaeICTBEHHOCTh He
oTsATOIIeHa. XpPOHUYECKHE 3a00JIeBaHus OTPUIIAeT. Pe3ybTaTel 00CIeT0BaHHS TPUBEICHBI
HIDKE.
Kapunorun koHcynbTupyemoit — 46,XX
Kapuorun cynpyra koHCynbTHpyemoi - 45,XV,rob15:21
Ha UIIIIIT oOcnenoBana — He BLISIBICHLI.
TORCH-kommiekc: kpacuyxa: IgM — otp., 1gG — noin.; Tokcomnasma: IgM — otp., 19G — nox.;
BMr: IgM — otp., 19G — mon.; UMB: IgM — otp., 1gG — mon.
'opmons! kpoBH (5 neHbp MeHcTpyaibHOTro nukia): JII' 5,6 MME/Mn, ®CI" 4,7 MME/mu,
sctpaauon 43 nr/n, nponaktud 620 MME/n, TTT 2,8 MMe/n, Tectoctepon 2,0 mkr/m, AI'DAc
3,4 MK/
Topmons! kpoBu (20 AeHE MEHCTPYAJILHOTO HUKJIA): IPOrecTepoH 12.2 Hr/mi
['enernueckas mapkepsl Tpomboduanu: FGB AA (monmumopduas romosurora), F2 GG
(maxxopHsrii renotui), F5 GG (maxopusiii reHotun), F7 GG (maxxopusiii renotui), F13 GG
(Maxxopusrii renotu), PAIL 5G4G (rereposurota), ITGA2 CC (maxxopusrii renotui), ITGB3
TC (rereposurora), MTR AG (rereposurora), MTRR AG (rerepo3urora), MTHFR C677T CT
(rereposurora), MTHFR A1298C AC (reteposurorta)




CnepmorpaMma cynpyra: acTepoTepaTO300CIIEPMHUS

Uro Ha Ball B3I SABISAETCS BEAyILeH MPUUMHON HEBBIHAIIMBaHUA OepeMeHHOCTH? KakoBbl
Baiu pexomeHaanuu? Kakoil reHeTuuecKuil puck st MOTOMCTBA Y JAHHOM CYNpY>»KeCKOM
napsbI?

OTBET. IlpnunHoii HeBbIHAIINBAHUS OEPEMEHHOCTH B JAHHOM CIIy4ae SIBJISIETCS XPOMOCOMHasI
aHOMaJIUsl y Cyrnpyra — cOalaHCHpOBaHHasi poOepTCOHOBCKas TpaHchokauus. [lpu HacTyninenun
OEepeMEHHOCTH €CTECTBEHHBIM ITyTEM PUCK HEBBIHAIIMBAHUS OEPEMEHHOCTH COCTABIISIET OKOJIO
30-35% (mpu KIMHUYECKH 3apETUCTPUPOBAHHON OEPEMEHHOCTH), P MPOTPECCUPYIOMICH
OepeMEHHOCTH PHUCK poXKIeHus pedeHka ¢ cuaapomoM Jlayna — okomno 17%. [Ipu cionTaHHO
HACTYIIMBIIEH MPOTPECCUPYIONIeH OepeMeHHOCTH He0OX0IMMO MPOBEICHNE NHBA3UBHON
npeHataibHOU AuarHocTUkH. CynpyroB HEOOX0AUMO HHPOPMHUPOBATH O BOZMOKHOCTH
nposeaeHus KO ¢ npequMIUIaHTallMOHHBIM TeHuTH4YeckuM TectupoBanueM (I11'T-A), mubo ¢
npeIUMILIaHTAlMOHHON TreHeTrueckoi auaraoctukoi (FISH, xpomocomsr 13, 15, 18, 21, 22). B
ciydae moBTOopHBIX Heynau DKO — pemeHust Bonpoca 06 UCIIOIb30BaHUU JJOHOPCKHUX
CIIEpMaTO30M/I0B.

2. [Manmmentka O., 31 roga, oOpaTuiack B CBSA3H C BTOPUYHBIM TPUBBIYHBIM HEBBIHAIIMBAHUEM
O6epemenHoctu. B anamuese 3 6epeMeHHOCTH, MTepBast 3aBEPIIMIIACH CPOUYHBIMHU POJIAMH,
poauiics Manbuuk Becom 3200, 310poB, nasiee — 2 caMONPOU3BOJIBHBIN BBIKUABIIIA B 5-6 HEACHb
U B 7-8 Henenb recranuu. [lareATka He KYpHUT, aIKOTOJIEM HE 3J10yTIOoTpeOIIseT,
HACJIICTBEHHOCTh OTsromeHa — oterr ymep B 50 siet ot uHdpapkra. XpoHUUecKue 3a00JIeBaHUS
oTpuiiaet. Pe3ynbrarsl o0ciae10BaHus IPUBEACHBI HIKE.

KapuoTun koHcyapTupyemoii — 46,XX,inv(9)

Kapuotun cynpyra koHcynbTHpyeMon - 46, XY

Ha UIIIIIT o6cenoBaHa — HE BLISBICHEI.

TORCH-komrmekce: kpacayxa: IgM — otp., 1gG — mo:.; Tokcomazma: IgM — otp., 1gG — ot1p.;
BMr: IgM — otp., 1gG — mon.; IMB: IgM — otp., I1gG — mom.

Copmownsl kpoBH (5 neHb MeHcTpyanbHOTro 1ukia): JII' 4,6 MME/min, ®CT 4,5 MME/mu,
sctpaauon 133 o/, nponaktua 310 MME/n, TTT 2,3 MMe/n, Tectoctepon 1,8 mxr/m, JITDAc
2,4 MKT/1

Topmowns! kpoBu (20 1eHE MEHCTPYAILHOTO IUKJIA): IporecTepoH 17,5 Hr/mi

['enernueckast mapkepbl Tpombodummn: FGB GG (maxopHsiii reHoTu), F2 GA (rereposurota),
F5 GA (rereposurora), F7 GA (rereposurora), F13 GA (rereposurota), PAIl 5G4G
(rereposurora), ITGA2 CC (maxopusiii renotun), ITGB3 TC (rereposurora), MTR AA
(maxxopusrif reHotui), MTRR AA (maxopnsiii renotun), MTHFR C677T TT (monumopdHas
romosurora), MTHFR A1298C CC (monmumopdHas roMo3urora)

CrniepmorpamMma cyrpyra: HOpMO300CIIepMUs

Yro Ha Bam B3IV SIBJIIETCS BeAylIeH MPUYMHON HeBbIHAIIMBaHUA OepeMeHHoCcTH? KakoBbl
Baly pekomenaanuu? Kakoil reHeTnyeckuii pucK Ui HOTOMCTBA Y JaHHOU CYIPYKECKOMH
napsI?

OTBET. IIpnunHoii HeBbIHAIIMBAHUS OEPEMEHHOCTH B JJAHHOM CIIy4ae SIBJISIETCS BEpOSTHEE
BpeMs SIBJSIETCS TeHETHYECKasi TPOMOO(DMINA — y MAIIUEHTKH BbISIBIICHBI 3HAYUMBIE
TpoMOOTeHHBIE MITyTaluu (rerepo3urora F2 u rereposurora F5). MuBepcus 9 xpomocoMsl B
KapHOTHIIE TAIIMEHTKH HE3HAYUTEIHHO MOBBIIIAET PUCK HEBBIHAIIMBAHUS OEPEMEHHOCTH,
ABJISIETCA BapUaHTOM HOpMBI. [lariieHTke He0OX0IMMO PEKOMEHI0BATh J000CIEJOBaHUE —
MCCJIEIOBAHKE KOATyJIOrpaMMBbI, 00CIIeIOBaHUS Ha aHTU(POCOIUTIUTHBIN CHHAPOM,
KOHCYJIbTAIMIO remarosiora. [Ipu 6epeMeHHOCTH — HU3KOMOJIEKYJISIPHBIE FeTapUHbl ¢ MOMEHTA



HOATBEPXKIEeHUS OepeMeHHOCTH. Puck renetnueckoit TpoMOO(UINM U1 HOTOMCTBA MALUEHTKH
— 110 75%. CymMMapHbIil FTeHETUYECKUN PUCK IO JPYTOi BPOXKIESHHON M HACJIEICTBEHHON
NaTOJIOTUU OOIEHOMYISIIHOHHBINA, HU3KHA.

3. Cynpyxeckas napa Hanpasiena Ha DKO B cBs3u ¢ 6ecruioiueM HeICHOTO reHe3a B
CyIpyXeckoi mape. PerymnspHas mosnoBast ®Hu3Hb 0€3 KOHTpALETIUN — 3 T0/1a, 0EpEMEHHOCTh HE
Hactynuia. Koncynerupyemoit 38 ner, cynpyry — 41 ron. AMI” korcynstupyemoit 1,8 ar/min. B
anamuese — 1 moneiTka BPT. [Tonydyeno 8 oonutos, Ha 5 CyTku — 5 SMOPHOHOB, IPOBEIEH
nepeHoc 2x SMOPUOHOB — OEPEMEHHOCTh HE HACTYNHIIA, 3 SMOpHUOHA BUTPUPHUIIMPOBAHEI.
Cynpyru HarpaBiIeHbl Ha KOHCYJIBTAIIIO T€HETHKA.

Kapuotun koncynpTupyemon — 46,XX

Kapuortun cynpyra — 46,XY

Cdopmynupyiite Auartos, gaifTe Balll peKOMEHAALUH, OLICHUTE T€HETUYECKUN PUCK IS
IIOTOMCTBA B JIaHHON CeMbe.

OTBET. [quarnos: becrimonue HesicHoro reresa. Bospact cynpyros 38 net u 41 rog.
['enetnyeckux npotuBonokazanuii ans nposeaenust BPT (OKO, kpuonepeHoc) He BBISBICHO.
CyMMapHbIi TeHETUYECKHI PUCK IS TOTOMCTBA OOIICTIONYIAIMOHHBIN, HU3KUI. Puck
AHEYIJIOIMU YMOPHOHOB MOBBIIIEH 10 Bo3pacTy. CynpyroB He00X0AMMO HHPOPMHUPOBATH O
BO3MO>XHOCTH MPOBEACHUS MTPEAUMILIAHTAIIMOHHOTO TeHETUYECKOTO TECTUPOBAHUS SMOPHOHOB
(IIT'T-A) npu noBTOpHBIX HeyAauax BPT (1o jxemaHuio U ¢ coraacus Cymnpyros).

4. Cynpyxeckas napa HanpasieHa Ha DKO B cBsi3u ¢ O6eciuiorieM HEsICHOTO TeHe3a B
cynpyxeckou nape. PerymnspHas mosioBast )u3Hb 0€3 KOHTpAILCTIINHN — 5 JIeT, B aHaMHe3e — 1
OepeMEeHHOCTh, HACTYITMIIA CAMOCTOSITENIFHO, 3aBEPIIIIIACH CAMOTIPOU3BOIBHBIM BBHIKUIBIIIEM B
cpoke recranuu 6-7 Henenb. Koncynerupyemoit 39 ner, cynpyry — 31 rog. AMIT
koHcynsTUpyemoit 0,3 ur/mi. B anamuese — 1 monsitka BPT. [Toydeno 3 oonura, Ha 5 cyTKH —
1 >MOpHOH, TPOBE/ICH MEPEHOC IMOpPHUOHA — OepeMEeHHOCTh He HacTymwia. Cyrnpyru
HaIlpaBJICHbI HA KOHCYJBTAINIO TeHETHKA.

Kapuotun koHcynpTHpyemoin — 46,XX

KapuoTumn cynpyra — 46,XY

Cdopmynupyiite quarsos, gaifTe BalIy peKOMEH/IANH, OIICHUTE TeHETUIECKUN PUCK IS
MOTOMCTBA B JIaHHOU CeMbe.

OTBET. [Inarno3: becrinoaue HesicHoro reHe3a. Bospact koHcynbTupyemoit 39 jer.
['eneTnueckux npotuBonokazanuit A nposenerus BPT (9KO, kpuomnepeHoc) He BBISBIIECHO.
CyMMapHbIi reHeTUYEeCKHI PUCK JUI TOTOMCTBA OOIENONy IAUOHHBIN, HU3KHH. Puck
aHeyIUIOIMK SMOPHOHOB MOBBIILIECH [0 BO3pAcTy. YUUTHIBask BO3PACT KOHCYJIbTHUPYEMOM, HU3KUI
OBapHaJIbHBIN pe3epB HEOOXOJUMO HH(POPMUPOBATH CYNPYTOB O BO3MOXKHOCTH IIPOBEIECHUS
OKO c ncnonp3o0BaHUEM JOHOPCKUX OOLUTOB.

Kpumepuu oyenxu smana mecmuposanus:

Pe3ynprar ouieHMBAETCS Kak «3a4TEHO» WIIM «HE 3a4TEHO», 3HAHWS 10 JUCLUILINHE
3aCUUTBIBAIOTCSI, €CITU €CTh MOJIOKHUTETbHBIN OTBET Ha 70% 1 GoJiee TECTOBBIX 3aJaHH O TAHHOU
JUCLHUTIIINHE.

1. [TonoxurenpHbd OTBET Ha MeHee deMm /0% TecTOBBIX 3aJaHUil CBUICTEILCTBYET O
Hec(OPMUPOBAHHOCTH KOMITETEHIIUH MO AUCLUILINHE.



2. [Tonoxurensubiii oTBeT Ha 70—79% TECTOBBIX 3aJaHUN CBHUACTEIBCTBYET O HHU3KOM

ypoBHE COPMUPOBAHHOCTH KOMITETEHIUH 110 JUCIUTIIIHE.

3. [Tonoxurensubiii orBeTr Ha 80-89% TeCcTOBBIX 3a7aHWl CBHUIIETEILCTBYET O CPEIHEM

ypOBHE COPMUPOBAHHOCTH KOMITETEHIUH 110 JUCIUTLIIHE.

4, [Tonoxurensubiii orBeTr Ha 90-100% TecTOBBIX 3agaHUil CBUIETEIHCTBYET O BBICOKOM

ypoBHE COPMUPOBAHHOCTH KOMITETEHIUH 110 JUCIUTLIIHE.
70-79% npaBWIBHBIX OTBETOB — yJIOBJIECTBOPHUTEIIBHO.
80-89% mpaBUIBHBIX OTBETOB — XOPOIIIO.
90% wu BBIIIE — OTIIMYHO.
Kpumepuu oyenxu smana cobecedosanus (cumyayuoHuas 3a0a4a):

HeynoBjeTBopuTebHO

OTCYTCTBI/IG OTBETAa W/UIK aDCOIFOTHO HCBCPHOC PCIICHUC CHTyaHHOHHOﬁ 3aJa4du.

Y10BJ1I€TBOPUTEIBHO

3 baiuta

OpauHaTop JEMOHCTPUPYET 3HAHME M TIOHMMaHUE OCHOBHBIX
MOJIOKEHUI N3y4aeMOM TEMbI, OJHAKO MATEPHUa U3JI0KEH HEIOIHO,
JIOTIYIIEHBI CYIIECTBEHHbBIE OLIMOKH, HEIOCTATOYHO JI0Ka3aTelbHO
00OCHOBAaHBI CYK/IEHUS, HE MOXKET IIPUBECTU ITPUMEPHI U3 YUEOHOTO
Matepuana. OTBeT cHOpPMYIHpPOBAH C TOMOIIBIO HABOISIINUX
BOIIPOCOB IPEIOIaBaTENS.

Xopomo

4 damna

N3ydeHHBII Marepuan U3JI0KEH IIOJIHO, JaHbl IIPABUJIbHBIC
orpezeNeHus] MOHITUM, HO JOMYIIEHbl HECYIIECTBEHHBIE OMIMOKU
WIM  HETOYHOCTH,  KOTOpble  OOydaroluiics  UCHpaBiser
CaMOCTOATENIBHO IIPU KOPPEKIIMHU CO CTOPOHBI MPENoAaBaTes, Ipu
9TOM HMeEeTCsl TMOHMMaHUEe MaTrepuana, JalTcsi OOOCHOBAHHBIE
CYKIEHMsI, PUBOAATCS MPUMEpbl U3 Y4eOHOro Marepuana W/WiH
CaMOCTOATEIIBHO COCTABJICHHBIE.

OTJn4HO

5 damnoB

N3ydeHHBII  MaTepHall  M3J0KE€H  IIOJIHO, B JIOTHYECKOU
[IOCJIEI0BATEIILHOCTH, JaHbl IIPaBUJIBHBIE OIPEACIICHUs IOHATHM,
OpAMHATOP JEMOHCTPHUPYET NOHUMaHUE MaTepuaia, 000CHOBBIBAET
CBOU CYXKJEHHMsI, IPUBOJIS MIPUMEPHI U3 yuyeOHOro Matepuasa u/min
CaMOCTOSITEJIBHO COCTABJICHHBIE.




