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®oHIbI OLICHOYHBIX CPEACTB
AJIsl IPOBEPKH YPOBHSA cOPMHUPOBAHHOCTH KOMIIETCHIUH (YaCTH KOMIIETECHINH)
110 HTOr'aM OCBOCHHS U CLMILIHHBI

1. OueHouHbIE CPEICTBA /IS TEKYLEro KOHTPOJIS yCIIeBaeMOCTH
3ananus B TeCTOBOM (hopMe.

Tpumepul 3a0anuti 8 mecmoeoti ghopme:

1. Mornexyna JIHK cocrout 13 crieyrornmx XuMIIeCKIX COSMHEHHI:
A. AMMHOKUCTIOT

b. Caxapa(pri0o3br), pocaTHbIX TPy 1 a30THCTHIX OCHOBAHUIA

B. Caxapa(ie30kcrpri003b1), (hocarHbIX TPYIIT ¥ a30THCTHIX OCHOBAHHIA
I". AMUHOKHCTIOT, (hoc(haTHBIX TPYIIIT X 30THCTOrO OCHOBAHHST

1. Caxapa(pro0o3b1). aMUHOKHCIIOT.

OrserB.

2. Cexsennposanue [IHK nperncrarisier coOoi:

A. OnpeiesieHrie rocieI0BaTe/TbHOCTH AaMHHOKHCIIOT B ORJTKe
b. Onpenenenvie nocneaoarerib-HocTM Hykteotrzao JJTHK

B. Meron copTipOBKA XpOMOCOM.

I'. Mccnenosanue B3anvoznericteust JJHK ¢ Oerxami

. iccnenoBanyie neHTA(UKAITN OCJIKOB.

Orserb.

3. Cunpom LlepertieBckoro-Teprepa uarHocTvpyeTcst B ITyOEpTaTHOM [EPUOZIE M XapaKTEPU3YeTCsL:
1. AmeHopeeit

2 I'omnoBbIM MH(PAHTTIZMOM

3. Huskm poctom

4. BpIp@XeHHbIM CHIDKEHUEM MHTEIUIEKTA.

Nucrpykimst. Beioepyre MpaBriTbHBIA OTBET 10 CXEME.
A. Ecim ipaBusibHbI OTBETHI 1,2.3.

b. Ecm npaBusibHb! o1BETHI 1 113.

B. Ecrm npaBibHb oTBETHI 2 114

I". Ecrv npaBuibHBb1A oTBET 4

. Ecrm nipaBunbHb1A o18BeT 1,2,3,4.

OtBeT A

Kpumepuu OYCHKU meCcmo8020 KOHmMpOJis:

. Or1eHKa «OTJIMYHO» BBICTABIISIETCS MPU BBHITTOJTHEHUH 0€3 omuOok Oosee 85 % 3amanuid.
. OreHKa «XO0pOIII0» BBICTABIIAETCS TIPU BBHITIOTHEHUH 03 ommbok 6onee 65 % 3amaHmuii.
. OneHka «yI0BIETBOPUTENILHOY BBICTABIISIETCS IPU BBIIOJTHEHUH 0e3 ommnbok Oonee 50 %

3aJJaHuH.

. OrieHKa «HEYIOBIETBOPHUTEIIBHOY» BBHICTABIISETCS MIPH BBHITTOJIHEHUH 0€3 OIMMOOK paBHOTO

v Meree 50 % 3amanuii.

KoHTpOJIbHBIC BOIPOCHI JJIs CO6€C€Z[0B8.HI/IH




IIpumepovl KOHMPOILHLIX BONPOCOB.

1. DTHOMOTHSI MOHOTCHHBIX 3a00sieBaHUH. THITBI TEHHBIX MYyTAIlHi.

2. DTUOIIOTHS, TATOTeHE3 U OCOOCHHOCTH KIIMHUYECKON KapTHHBI MYKOBHCIH103a. Jlnarnoctuka
U JICUECHUE.

3. lluToreHeTuuecKe U MOJIEKYJISIPHO-TEHETUYECKHE METO/bl JUArHOCTUKH HACJIEeICTBEHHBIX
0ose3HEN.

Kpurepuu orieHku mpu codece10BaHUN :

Omnenka "oTIMYHO" BBICTABISETCS CTYACHTY, €CIIM OH IITyOOKO U MPOYHO YCBOWJI MPOTPaMMHBIN
MaTepHuay, WCYEPIIBIBAIOIIE, IOCIICIOBATEIbHO, YETKO M JIOTHYECKH CTPOHMHO €ro H3Jaraer,
UCIIOJIB3YET B OTBETE MAaTepUall AOMOTHUTEIbHON JTUTEPATYPHI.

OneHka "Xopolo"BbICTaBIAECTCS CTYACHTY, €CJIM OH TBEPAO 3HAET MaTepuall, IpaMOTHO U IO
CYILIECTBY M3JIaraeT €ro, He JI0IMYCKas CYIIECTBEHHBIX HETOYHOCTEH B OTBETE HA BOIIPOC.

Ouenka "yJIOBJIETBOPUTENILHO" BBICTABISCTCS CTYIEHTY, €CIM OH HMMEET 3HAaHUS TOJbKO
OCHOBHOTO MaTepHuayia, HO HE YCBOWJ €ro Jerajeil, JOMYyCKaeT HETOYHOCTH, HEAOCTATOYHO
MpaBWIbHbIE (OPMYIHUPOBKH, HAPYIICHHUS JIOTMUECKOH MOCIEAOBATEIbHOCTH B HW3JIOKEHUU
MIPOrpaMMHOTO MaTepHaa.

OueHka "HEYJIOBIETBOPUTENBHO" BBICTABJISAETCS CTYACHTY, KOTOPBIM HE 3HAET 3HAYUTEJIbHON
YaCcTH MPOTPAMMHOTO MaTepuaa, JOMyCKAeT CYIIECTBEHHBIC OIIMOKH.

CurvalnMoHHBIE 3a1a4N

Ipumepovl cumyayuonHvlx 3a0ay:

1.Ha ocmotpe y Bpaua-HeBposiora 4-x MecsiuHas JE€BOYKAa € KajloO0aMHM Ha  3aJE€pXKKy B
MICUXOMOTOPHOM pa3Butuu. llpu ocmorpe peGeHka OOHApYKUIACh BBIPAKEHHAs MBbIIICYHAS
TUTIOTOHMS, OTCYTCTBHE CYXOXHJIBHBIX pe(ICKCOB, OTCTaBaHWE B MOTOPHOM pa3BuUTHH. U3
aHaMHe3a M3BECTHO, YTO B TEYCHHE OEpPEeMEHHOCTH OTMEYAJIOCh HEJOCTATOYHO aKTUBHOE
HIeBEJICHUE TUI0/A.

a) [IpenBapuTenbHbIN AMArHO3?

6) Kak Hacnenyercs JaHHas maToaorus?

B) Kakoe nonoiHurensHOe UccienoBaHle HEOOXO0AUMO ITPOBECTH IS
MOATBEPKJIEHUS AUarHosa?

r) Paccunraiite BepoSATHOCTb POKIEHUS 3J0POBOro peOeHKa B CEMbE, €CITH
OTell U MaTh KJIMHUYECKU 3J0POBBI?

n) I[Ipornos ans nanuenrta?

OtBer: JluarHo3 3a0oneBaHusi: cHuHanbHasg amuoTrpodus Bepanura-I'opmanna. Tun
HaclieIoBaHUsl 3a00JIeBaHUsl ayTOCOMHO-PELECCUBHbIN. J|OMONMHUTENBHOE HCCIE0BaHUE IS
MOATBEPXKJICHUS JUarHo3a - ompeneneHue myranuii B reHe SMN 1. BeposiTHOCTE poXKaeHUs
310pOBOTO pebeHka B cembe 75%. OOBIYHO MalueHThl morubaroT Ha 1-OoM Toay KU3HU OT
JBIXaTeJIbHOM HEIOCTAaTOYHOCTH Ha (hOHE PEIUANBUPYIOIINX THEBMOHUN U aTE€JIEKTa30B.

2. Ompenenenue NOTUMOP(PU3MOB, ACCOLUUUPOBAHHBIX C PUCKOM Pa3BUTUS TpoMOOGMINU
POBENEHO MYyXX4MHe M, 42 5eT ¢ AMarHo30oM: BapHKO3Has O00JIe3Hb HUKHHX KOHEYHOCTEH.
[TatmenT xkyput. CeMeliHBI aHAMHE3 OTSATOILEH: OTeI| MallMeHTa MepeHec MHPapKT MUOKAp/a,
CKOHUaics B Bo3pacte 57 mner. Pesymprar wnccnenoBaHus. BBIIBIEHO TIeTepO3UTOTHOE
HOCUTENILCTBO MonuMopdusma B reHe F2 (mma3MeHHOe 3BEHO TIeMOcCTas3a, CBEpThIBAIOIIAs



cucrema) 20210 GA. I'omozurotHsiii mosmMopdHbi BapuanT reHa ITGA2 TpomOGomuTapHOTO
3BeHa remocrasa 807 TT.

a) OLEHUTE PHUCK CEPAEYHO-COCYAMCTHIX 3a00JIeBaHMIA, OMMIIUTE BO3MOKHBIE IPOBIICHUS
BBISIBIICHHBIX MTOJMMOP(HBIX BApUAHTOB U MPOTHO3.

0) kakue 0COOEHHOCTH TEPAIUHU, ECTh JIU PE3UCTETHOCTD K JIEKAPCTBEHHBIM CPEJCTBAM?

B) KaKue JOTMOJIHUTEIbHBIE UCCIIE0BAaHUS HEOOXO0IMMO Ha3HAYMUTD 15 9(PPEKTUBHOTO KOHTPOIIS
3a MOKa3aTeIsIMU CBEPTHIBAIOIIEH CUCTEMBI?

I') AaiiTe peKOMEHANU 10 TPOPHUIAKTHKE OCIOKHEHHH.

OtBer: Y manueHTa BEICOKUN PUCK PAa3BUTHUS CEPACYHO-COCYTUCTHIX 3a001eBaHnil. BrIsBIeHHBIE
HOJIMMOP(U3MBI aCCOLIMUPOBAHBI ¢ BEHO3HBIMU TPOMOO3aMHU, PUCKOM MIIEMHYECKOI'O HHCYIbTA,
paHHero nH(papKTa MHOKapna, ocobeHHo y kypsmux. Jis Bapuanta rena |ITGA2 xapakTtepHa
PE3UCTEHTHOCTh K aCIUpPHUHY. Y TeTepO3UTrOTHBIX HOCHUTENEH MOJMMOPGHOro BapHaHTa I'eHa
20210 GA B03MO>KHO MOBBIIIEHUE YPOBHS MPOTpoMOUHa B miazme. Heo6xoaumo nuHamMuyeckoe
HaOJrofleHne 3a II0Ka3aTelsiMU  CBEPTHIBAIOIIEH CHCTEMBl, B YaCTHOCTH KOHTPOJIb
IPOTPOMOMHOBOTO HHAEKCA, MPOTpoMOMHOBOro BpemeHu, MHO, ompeneneHust KoiauyecTBa
TPOMOOIIMTOB M IPOBEAEHUS TE€CTa HA arperanuio TpoMOOIMTOB. PeKOMEHyeTcsi MCKIIOYUTh
KypeHHe.

3. Ha mpodmnaktnaeckom ocMoTpe y skeHImuHbI O., 49 net o0HapyKuim y3710Boe 00pa3oBaHue B
paBoil MOJIOYHOM >kene3bl. COMAaTHYECKOE COCTOSHUE MAI[MEHTKH XOPOIIee, COMYTCTBYIOMIAs
MATOJIOTUsSI OTCYTCTBYET. I[IpoBelmeHO ompeesieHne TeHETHYSCKOW MPEIpacIiONoKCHHOCTH K
BRCA-accouunpoBaHHOMY paKy MOJOYHOW kele3bl U sSUYHUKOB. OOHapykeHa [enenus
2080delA B rene BRCAL B rerepo3urotnom coctosinuu. Myraruii B rene BRCA2 He oOHapyskeHO.
AHaMHe3 OTSTOILEH: MaMa JKEHIIMHBI yMepJia B Bo3pacte 62 JIET OT paka MOJIOYHOMU KEJIe3bl.

a) OnieHuTe BEPOSITHOCTh OHKOJIOTMUECKOTO MPOIIecca.

0) Kakue nccnenoBanus HEOOXOIUMO MTPOBECTH AJISl OATBEPKICHUS AUarHo3a?

B) SIBnsercst nm 3TOT ciydail HaciencTBeHHbIM? Kakue reHbl OTBETCTBEHHBI 3a pa3BUTHE
HACJIEICTBEHHOTO paKa MOJIOUHOM kene3bl? KakoBa ux QyHkuus?

r) O1leHUTE PUCK PA3BUTHS paKa IMYHHUKA y MAIIUCHTKHU.

OtBeT: Y manueHTKH BbICOKasi BEPOATHOCTh paKa MOJIOYHOM jkeme3bl. JlaHHbIN ciyyail siBisieTcs
HaCJI/ICTBEHHBIM, TaK KakK BblsiBIeHa MyTauus B reHe BRCAL. DToT ren siBisieTcst cynpeccopoM
OIIyXOJIETO pOCTa, Y4acTBYIOT B penapanuy JByxuenodeyHelx paspbeiBoB JIHK, cnepxusaer
N30BITOYHYIO TIPOSTU(EPAITUIO KIIETOK MOJIOUYHOH JKeJe3bl. PHCK pa3BUTHS HACIIEACTBEHHOTO pakKa
SUYHMKA HU3KUH, ToToMy uTo MyTauuii B reHe BRCAZ2 He o6HapyxeHo.

Kpumepuu oyenxu npu pewenuu cumyayuoHHbIX 3a0ay:

Onenka "OTIAMYHO" BBICTABISAETCS, €CIM 3a/laya pellieHa rPaMOTHO, OTBETHI C(HOPMYINPOBAHBI
YeTKO. JTAJIOHHbI OTBET MOJHOCTHIO COOTBETCTBYET PELICHHUIO CTYAEHTa, KOTOPOE XOPOIIO
000CHOBAHO.

Onenka "Xxopo1o" BbICTaBJIsIETCS, €CIU 3ajaya pelieHa, OTBEThl Ha BOIPOCHl c(HOpMYyTUPOBaHbI
HEIOCTaTOYHO YeTKO. Perienune cryieHTa HeIoCTaTOYHO XOPOIIo 000CHOBAHO TEOPETHUECKH.
Orenka "y/10BIETBOPUTENHHO" BBICTABIISIETCS, €CIIM 3ajlaya pelieHa He MOJIHOCThIO, OTBETHI HE
coJiepKatr BCeX HEOOXOAUMBIX 0OOCHOBAHUI PEIICHHUS.

Ornenka "HEYJOBIETBOPUTENBHO" BBICTABISAETCS, €CIM 3ajjaya HE pellleHa WM MUMeeT Ipyobie
TEOPETUYECKHE OITHUOKH B OTBETE HA TIOCTABJICHHBIE BOIIPOCHI.

[Ipe3enTanmu.
Temartuka pedeparos:

1 DTuueckue HpO6J'IeMI)I HUCCIICA0BaHNA T'€HOMaA YCIIOBEKA W MPAKTHUYCCKOI'O HCIIOJb30BaAHUA
T€HOMHBIX TEXHOJIOTHI.



2 I'eHeTHyecKre TEXHOJIOTUH B TUATHOCTUKE U MPO(UIAKTHKE PEIPOAYKTUBHBIX MTOTEPh

3 TeHernueckue TEXHOJIOTHUH B JUATHOCTHKE M NPOPUIAKTHKE CEPACUHO-COCYIUCTHIX
3a0oyieBaHU

4 TeHeTHUYeCKHE TEXHOJIOTMH B JMATHOCTUKE W TOI0OpPE Tepamuyl MPH HEBPOJIOTUYECKUX U
MICUXUYECKUX PACCTPOMCTBAX

5 IIpeuMIUIaHTAIIMOHHOE TEHETUYECKOE TECTHPOBAHUE SMOPHOHOB W TPEUMILIAHTAIIMOHHAS
JTUArHOCTHKA CTPYKTYPHBIX XPOMOCOMHBIX TEPEeCTPOEK U MOHOTEHHOW MATOJOTHUU: METO[IBI,
BO3MOXKHOCTH M HEJJOCTATKHU, ITUYECKUE TIPOOIEMBI

6 'eHeTHyecKue TEXHOJIOTUHU B IMATHOCTUKE HAPYIICHUN (HOPMHUPOBAHMUS 110JIa U PETIPOTYKIIUU
7 TlomumopdHbIE BapHaHTHI, ACCOIMHUPOBAHHBIE C W3MEHEHUEM (HapMaKOAMHAMUYECKUX
napaMeTpoB, U papMaKOreHETHUECKOE TECTUPOBAHNE B KIIMHUYECKON IPAKTHKE

8 IlonmynauMOHHO-3MUAEMHUOJIOTMYECKUE HUCCJICIOBAHMS  HACJIEICTBEHHBIX OoJie3HEH U
IUTAHUPOBAHKE MTPOrPaMM CKPUHUHTA

9 Meroabpl paHHEW AMArHOCTUKM OHKOJOTMYECKUX 3a00JIEBaHMM C  HCIOJb30BaHUEM
FeHETUYECKUX TEXHOJIOTHI.

10 'eneTnueckue TEXHOJIOTUU U TEPAMUS OIMyXOJIeh

11. CexBenupoBanue HoBoro mokoiaeHusA(NGS) u maccoBoe mMapamiesibHOS CEKBEHHPOBAHHE.
IIprHimner MeronoB. llpumeHenne ux B MEIUIMHE.

12. Tomamepasnas uenHas peakuus (ITILP). MLPA (mynbpTumiekcHas nmpo0o3aBucHMasi TUrazHas
peaknus ¢ amrurdukanuert). [[puHIAIT TEXHOIOTHH, UX TIEPCIEKTUBEI M 00JIACTH IPUMEHEHUS B
MEIUIINHE.

Kpumepuu oyenxu npezenmayuu:

Onenka "OoTM4HO" BBICTAaBISIETCS, €CIM COJAEPXKAHUE SIBJISIETCSl CTPOro HayuyHbIM. Mumoctpaimu
yCWIIMBAIOT A(PQPEKTUBHOCTh BOCHPHATHS TecToBOM wacth wuHpopmaimu. Opdorpaduueckue,
IMYHKTYallMOHHBIE, ~ CTHJIMCTUYECKHE OMIMOKH  OTCYTCTBYIOT. HaOOphl YHCIOBBIX JIaHHBIX
HNPOWJUTIOCTPUPOBaHbl IpaukaMyd W JUarpaMMamy, NpU4eM B HauOolee ajeKBaTHBIX (hopMax.
Hndopmariust sBisieTcs: akTyalIbHOW U coBpeMeHHOU. KitoueBble ciioBa B TEKCTE

BBIJICJICHBL.

Onenka "Xxopomo" BBICTaBISETCS, €CIM CO/EpKAHUE B 1IEJIOM SIBISIETCSl HayuHbIM. Miumoctparmm
COOTBETCTBYIOT TeKkcTy. Opdorpaduueckie,  MYHKTyallMOHHbIE M CTWJIMCTMYECKHUE OIIMOKH
NPAKTHYECKH OTCYTCTBYIOT. HaOophl 4YMCIOBBIX MaHHBIX MPOMJUTFOCTPHPOBAHBI TpapuKamMyd |
quarpaMMamMi. MHpopmaiws sBIsSeTcsl akTyallbHOW M coBpeMeHHOM. KitoueBble cioBa B TeKCTe
BBIJICIICHBL.

Ouenka "yJIOBIETBOPUTENBHO'" BBICTABIACTCS, €CIM COJEP)KAHUE BKIIOYaeT B CeOsl 3JIEMEHTHI
Hay4qHOCTHU. VIITIOCTpaIy B ONPEIEIeHHBIX CITyJasX COOTBETCTBYIOT TeKcTy. EcTh opdorpadmyeckue,
NYHKTyallMOHHbIE M CTWIMCTHYeckHe ommOku. HaGoppl 4YMCIOBBIX JaHHBIX 4alle BCEro
NPOWJUTIOCTPUPOBAHBl rpadukamMu W guarpamMvamu. MHpopMamms sBsieTcss aKTyalbHOH |
coBpeMeHHOI. KiroueBble clioBa B TEKCTE Yallle BCETO BbIEIICHBI.

OneHka "HEYIOBJIETBOPUTENHHO'" BBICTABIAETCS, €CIM COJACP)KAHWE HE SBJISETCS HayYHBIM.
WNmmoctpaiu He COOTBETCTBYIOT TeKCTy. MHoro oumoOok. HaOopbl 4MCIIOBBIX JaHHBIX He
NPOMJUTIOCTPUPOBAHBI TpadhukaMu u  auarpamMmamu. MHbopMammsi He SBISIeTCS aKTyaJlbHOH |
COBPEMEHHOM.

KimtodeBble clioBa B TEKCTE HE BBIICIICHBI.



2. OueHoYHble cpeAcTBAa UIsi NMPOMEXKYTOYHOI aTTecTAIMM IO HTOraM OCBOEHHS
AUCHUTLITMHBI
dopMa NPoMeKYyTOUYHOI aTTecTaliu B 9 cemecTpe - 3a4eT.

IHopsitok npoBexeHusi MPOMEKYTOYHOM ATTeCTAIMU

Ilpouedypa nposedenus u oyenueanus zauema

3ayer mpoxoauT B (opme yctHoro ompoca. CTyneHTy [I0CTaeTcs BapuaHT Owiiera IyTeM
cOOCTBEHHOr0 cllydailHOro BbIOOpa W mpenocrasisgercs 30 MUHYT Ha MOATOTOBKY. 3alliuTa
TFOTOBOI'O PEIIEHUs IMPOUCXOAUT B BUAE coOeceqOBaHUs, HAa YTO OoTBOAMUTCS 15 munyT. buier
COCTOMT U3 2 BOMPOCOB (KOHTPOJIbHBIIM BOIIPOC U CUTYAIlOHHAs 33]1a4a).

Kpurepuu onieHkH oTBETa Ha 3a4€ETE:

«3a4TeHO) - BBICTABIISCTCS MPU YCIOBUHU, €CIH CTYAEHT MOKa3bIBAE€T XOPOIIUE 3HAHUS
U3Y4EHHOTO Y4eOHOTO MaTepualia; CaMOCTOATENbHO, JIOTUYHO U IOCIEIOBATEIbHO M3JIaraeT u
MHTEPIIPETUPYET MaTepHalibl Y4eOHOTO Kypca; MOJTHOCTHIO PACKPBIBAET CMBICI IMPEIaraeMoro
BOIIPOCA; BJIaJICET OCHOBHBIMU TEPMUHAMU U MOHATUSAMU U3Yy4EHHOI'O KypCa; I0KAa3bIBAET YMEHUE
MEPETIOKUTh TEOPETHUECKHUE 3HAHUS Ha MPENOoIaraeMblii MPaKTUYECKHUI OMBIT.

«He 3auTeHo» - BbICTaBISIETCS IPU HAJIWYMM CEPbE3HBIX YIYIIEHUH B Ipolecce
U3NIOKEHUsl y4eOHOro Mmarepuana; B CiIydae OTCYTCTBHUS 3HAHUN OCHOBHBIX TMOHSATHUH U
OTpeNeNIeHni Kypca WM MPUCYTCTBHH OOJBIIOrO KOJMYECTBA OMIMOOK MPH WHTEPIPETALUN
OCHOBHBIX ONPEJEICHUI; €CIIM CTYACHT MOKa3bIBAE€T 3HAUUTEIbHBIC 3aTPYIHEHUS IIPH OTBETE Ha
IIPEJJIOKEHHBIE OCHOBHBIE U JOIOJIHUTENbHBIE BOIPOCHL; IPU YCIOBUM OTCYTCTBHSI OTBETAa Ha
OCHOBHOI1 Y TOTIOJTHUTEIHHBINA BOMPOCHI.

DoH/IbI OLIEHOYHBIX CPEACTB
JJIS IPOBEPKH YPOBHA CPOPMUPOBAHHOCTH KOMIETEHIMI (YaCTH KOMIIEeTeHIUil)
JJIS TIPOMEKYTOYHOM aTTecTaluu

InK-1
CrocoOGHOCTb MPOBOAUTE 0OCTIETIOBAHUE JIETEH C ENTBI0 YCTAHOBJICHUS THarHo3a

Tunosble 3aaHus VIS OLEHUBAHUSA Pe3yJIbTATOB CGOPMHPOBAHHOCTH KOMIIETEHIIUM HA
ypoBHe «3HaTb» (BOCIIPOU3BOHUTH U OOBSICHITH YueOHbIH MaTepHrai ¢ TpeOyeMOi CTEeIICHBIO
HAYYHOU TOYHOCTH U TTOJIHOTHI):

KoHTpOoILHBIC BOOPOCH IS MHIUBHAYAILHOTO CO6€CC}10BaHI/I${I
1. I/ICTOpI/I}I, oejr, 3aaadu W TCPCICKTHBBI PA3BUTHA MEIUIIMHCKON TI'€HETHKH.

ONUaEeMUONIOTHS HACIEICTBEHHOW U BpoKAEHHON naTonoruu. Kinaccuduxanus HacneacTBEHHON
MaTOJIOTHH.

2. BpoxaeHHbie aHOMaINKU U IOPOKHU PA3BUTHS: TTOAXObI K KJIacCU(PUKALIUU, TTPUMEPHI.
3. XpoMOCOMHAsl TATOJIOTHS: MEXaHU3Mbl BO3HMKHOBEHHUS YHCIOBBIX HApPYIICHHUI
XPOMOCOMHOTO Ha0Opa, KIWHUKO-IIUTOTCHETHYECKUE XAPAKTEPUCTUKH YaCTBIX XPOMOCOMHBIX
CUHAPOMOB U METOJIbI UX TUATHOCTUKU U MPOPUITAKTHKY.

4, XpOMOCOMHAsl ~ NATOJIOTHS:  MHUKPOJEICIMOHHBIE W  MHUKPOAYIUIMKALIMOHHBIE
CUHIPOMBI - MEXaHU3Mbl BO3HUKHOBEHMS, KIMHUKOLUTOICHETUUYECKUE XapaKTEPUCTUKU
HanboJIee YaCThIX XPOMOCOMHBIX CHHIPOMOB, METObI JUATHOCTUKH.

5. HacnencrBennnie HEPBHO-MBIIIICYHbIE 0oJIe3HN: Kiaccudukanms,
ATUOTIATOTEHETUYECKUE U KIIMHUKO-TEHETUYECKHUE XapaKTEPUCTUKH, METOIbI JTUATHOCTUKH.



6. HacnenctBennsie 60e3HU, 00YCIIOBICHHbBIE SKCIIAHCHEW HYKJICOTHIHBIX IOBTOPOB:
ATHOMATOTEHETHYECKHE M KIMHUKO-TEHETUYECKUE XapaKTePUCTHKH, KIIACCU(PUKALUS, METOIBI

JIMarHOCTHUKHU.

1. HacnenctBennsle HapymieHuss oOMeHa BEIIECTB: 0OMmas KIMHUKOT€HETHYECKas
XapaKTEPUCTUKA, IPUHIUIIBI U METO/bI TUArHOCTUKHU U TEPAIIHH.

8. AMHMHOALIMIONATUM U OPraHMYECKUE  aUUMAypuu:  KIMHUKO-T€HETUYECKHE
XapaKTepUCTUKU HanboJiee 4YacThIX, METO/Ibl JUArHOCTUKH, IPUHITUIIBI TEPAIIUH.

9. Hapymienuss oOmeHa yriaeBOIOB: 3THOJOTHS, IMaTOTE€HE3, KIMHUKOT€HETHYECKHe
XapaKTEPUCTUKHU, METObl TUATHOCTUKHU U IPUHLIUIIBI TEPAIUU.

10. Hapymenuss oOMeHa IMOUAOB: STHOJIOTHS, NATOT€HE3, KIMHHUKOTCHETHYECKUE
XapaKTEPUCTUKH, METObI JUArHOCTUKHU U IPUHLIMIIBI TEPAIIUH.

11. MuTtoxoHapranbHble OOJIE3HU: OSTHOJOTHSA, IaTOTeHe3, KIMHUKOTCHETHYECKUe
XapaKTEPUCTUKH, METObI JUArHOCTUKHU U IIPUHLIMIIBI TEPAIIUH.

12. [lepokcucomMHble ¥ JM30COMHBIE OOJE3HU: S3TUOJIOTHUSA, TMATOreHe3, KIUHUKO-
TEHETUYECKHUE XapAaKTEPUCTUKHU, METObI TUATHOCTUKH U IIPUHIIUIIBI TEPAIIUU.

13. CkeneTHbIe U COeAMHUTENbHO-TKaHHBIE AUCIUIA3UU: 3TUOJIOTUS, IATOIE€HE3, KITUHUKO-

TEHETUYCCKUE XapaKTEPUCTUKH, METO/Ibl JUATHOCTUKH M IPUHIIUITBI TEPATTHH.
14. HacnenctBennbie 00JI€3HM KPOBH: 3THUOJIOTHS, MAaTOT€HE3, KIMHUKOTCHETHYECKUE
XapaKTePUCTUKU, METObI TUATHOCTUKHU U TIPUHIIUIIBI JICUCHHUS.

15. MoHOTeHHBIE CHHAPOMBI C HApPYIICHUSIMA TIOJIOBOTO PAa3BUTHUS: ITHOJIOTHS,
MaTOTeHE3, KIMHUKO-TEHETUUECKHE XapaKTePUCTUKH, METOJAbl JUATHOCTHUKA U TMPUHIIMIIBI

JICUCHHMA.
16. MYJ'IBTI/IQ)aKTopHaH 1aToJIOrusAf: 061113;1 XapaKTCPHUCTUKA U MCXAaHU3MBbI I1aTOI'CHEC34a.
17. OCHOBBI  OHKOTI'€HETHKH: MCXAaHU3MbI  Pa3BUTUMA OHYXOHCﬁ, CEMEHHBIM W

HacJIeJICTBEHHBIM pakK, HaCJICACTBCHHBIC OITYXOJICBBIC CUHAPOMBI, OLICHKAa pHCKa,
MMPECUMIITOMATUYICCKAs MOJICKYJIIAPHO-T'CHCTHUYCCKAA TNAarHOCTHUKA.

18. IIporpamMmBbl 1 METO/IbI HEOHATAJIBLHOTO CKpUHUHTA B Poccum.

19. [IporpaMMbl ¥ METOJBl NPEHATAIbHOIO CKPUHUHIA OEpPEMEHHBIX Ha Halu4ue
XPOMOCOMHOM MaTOJIOTUU U BPOXKIEHHBIX TOPOKOB Pa3BUTHS y IIJIOJA.

20. MeTo/1bl HCIIOJIb3yEMBbIE B IPEHATAILHOM TUAarHOCTHKE.

21. [IpeuMIulaHTaLlMOHHOE ~ TECTHPOBaHHWE  OJACTOLMCT HA  AHEYIUIOMJIUU |
NPEeUMIUIaHTAlMOHHAS IUAarHOCTHKA MOHOTE€HHBIX HACJIE/ICTBEHHBIX 00Je3HEeH.

22. Menuko-reHeTUueCKOe KOHCYJIbTHpOBaHUE. lIpMHIMIBI pacueTa TI'€HETHYECKUX
PHCKOB U NPO(UIAKTUKH HACIIEACTBEHHBIX 3a00J1€BaHUH.

23. OcHoOBHbIE IPUHIIUIIBI JICUEHUS HACTIEACTBEHHOM MaTojioruu. [lepcnekTiBbl pa3BUTHS
TE€HHOM Teparnu

24, OcHOBHbBIE HaIpaBJIEHUS! MMATOTEHETUYECKOIO JICYEHUs HACIEACTBEHHBIX OoJie3HEH
oOMeHa.

25. ['eHoTepamnus ¥ FTeHHO-KJIETOYHAS Tepaksi MOHOT'€HHBIX 00Je3HEH

26. ['eHoTeparnus ¥ TeHHO-KJIETOYHAs TEPANUsl OHKOJIOTHYECKUX 3a00JIeBaHUM.

27. dapmakoreHeTuka: 1enu 1 3agaud. [lomumMopgHble BapHaHThl, aCCOLIMUPOBAHHBIE C

U3MEHeHHeM  (apMakoJMHAMHUYECKUX mnapameTpoB. (DapMakolOTMYeCKUH  OTBET MpHU
HACJIC/ICTBEHHBIX OOJIE3HSIX.

28. Opranuzanys MeJUKO-TeHETHUECKON TTOMOIIIH HACEJIEHUIO.

29. KJIMHHUKO-TeHeanornyeckuii MEeToA: BO3MOKHOCTH METOJa. XapaKTEPUCTHKA THUIIOB
HACJICJOBAHMS.



30. [TonmynsIIMOHHO-TEHETHUECKUE U STTHIEMUOJIOTUYECKUE UCCIIEI0BaHNUs, UX 3HAYCHHE.
[TomynsIIMOHHO-CTaTUCTUYECKHI METO/T B TCHETHUKE YEIIOBEKA.

31. AHaJIu3 TeHETUYECKUX OCHOB MHOTO(AKTOPHBIX 3a00JI€BaHUH.

32. MeToapl OIEHKM T€HETHYECKOTO pHUCKa IMPH 3a00JEBAHUAX C PA3IUYHBIM THIIOM
HaCJIIOBaHUA U TIPU KPOBHOPOJICTBEHHOM Opake.

33. MeTonpl  ucCclieJOBaHMS ~ XPOMOCOMHOTO  Habopa  4YeloBeKa: CTaHAapTHOE
IUTOTEHETHUYECKOE HCCIIeI0BaHue (TIOKa3aHMsl, BO3MOKHOCTH M OIpaHUYEHNS)

34. MonekynsapHO-IUTOT€HETUYECKIE METO bl JUArHOCTUKU HAPYLIEHUI XpPOMOCOMHOTO
Habopa venoBeka: meroa FISH (moka3anusi, BOSMOKHOCTH U OTPAaHUYCHUS).

35. MonexyaspHO-IUTOTeHETUYECKHAE METO b IMArHOCTUKH HAPYIICHUH XPOMOCOMHOTO
Habopa yenoBeka: XMA, CGH (noka3anusi, BO3MOKHOCTH U OTPAHUYCHUS).

36. buoxumudeckne MeToapl M OMOXUMHUYECKHE MapKEPhl B JAHMArHOCTHKE
HACJIC/ICTBEHHBIX OOJIE3HEH.

37. MonekynsapHO-TeHETUUECKUE METOAbl UICHTHU(PUKAIUN U3BECTHBIX YaCThIX MYTallHii
B F€HAX HACIIEJICTBEHHBIX 3a00JI€BaHUI YeIIOBEKa.

38. [Tomamepaznas nerHas peakmust (IILP), TP B pexume peamsHOoro Bpemenn. MLPA
(MynbTUIUIEKCHAsT MpoOo3aBUCUMAsl JHrasHas peakuus c¢ avmudukanueit). Ilpunoun
TEXHOJIOTHH, X MEPCIICKTUBBI U 00JIaCTH MPUMECHECHUS B MEUITHHE.

39. Metonbl  CEKBEHMpPOBAHHMS  HYKJICOTUJHOW  IOCIEAO0BAaTENbHOCTH:  INPSMOE
ABTOMATHYECKOE CEKBEHUPOBAHHE.

40. MeTtonbl  CEeKBEHUMPOBAaHMS  HYKICOTHIHOW  MOCJEAOBATEIBHOCTH:  IPSMOE
ABTOMAaTUYECKOE CEKBEHUPOBAaHUE (BO3MOKHOCTU U OTPAHUYCHHUS).

41. MeTo  BBICOKONIPOM3BOAUTEIBHOIO MapamienbHoro cekBeHupoBanus (NGS):
(BO3MOYXHOCTH U OTPaHUYECHUSA).

42.  TlpuHUuUnbl OIEHKM MNATOTeHHOCTH MyTanuid. OTKpbIThIE 0a3bl JAHHBIX MYTAalUMd H

HOJMMOP(U3MOB I'€HOB 4YEJIOBEKAa B JMAarHOCTUKE HAceICTBEHHbIX Ooje3Hei. ba3za naHHbBIX
OMIM.

Tunossble 321241 1JI1 OLCHUBAHUSA Pe3YJIbTATOB C(POPMHPOBAHHOM KOMIIETEHIIMH HA
ypoBHe "YMern'" (peliath THIHYHBIC 33]]a91 HA OCHOBE BOCIIPOU3BEICHUS CTaHIAPTHBIX
AITOPUTMOB PEIICHUS):

1. [Ineye-nonatouyHo-nuieBas ¢GopmMa MHUONATUM HAcleAyeTcs Kak JOMUHAHTHBINA
ayTOCOMHBIN mpu3Hak. KakoBa BeposTHOCTH 3aboieBaHMs JeTel B ceMbe, e o0a poAauTens

CTpaJaroT 3TOM aHOMaJIMEW, HO OMH U3 HUX TOMO3HUIOTEH, a IPYrol reTepo3uroTeH?

2. AnpOMHM3M HaclieyeTcsl y 4eJIOoBeKa Kak ayTOCOMHBIN pellecCUBHBIN pu3Hak. B cembe,
I'Jie OAUH U3 CYNIPYTOB aJIbOMHOC, a IPYTroil HopMaJleH, POAUIINCH Pa3HOSMIIOBbIE OJIM3HELbI, OJUH
U3 KOTOPHIX HOPMaJIeH B OTHOLICHHM aHaJIu3upyemoul Ooiie3HH, a aApyroi ampOounoc. Kakosa
BEPOSTHOCTb POXKJIECHUS CIeyIoIero pebeHka arbonHocoM?

3. AXOoHApOIUTa3us MepeaacTcs Kak JOMUHAHTHBIA ayTOCOMHBIN MpU3HaK. B cembe, rae 06a
CyIIpyra CTpaJialoT axOHpoIlIa3ueil, poansics HopMaabHbIN peObeHok. KakoBa BepOsSTHOCTH TOTO,
YTO CIEAYIOIIHN peOeHOK OyIeT TOKe HOPMATbHBIM?

4. bonesnr BunbcoHa Hacnenyercd Kak peLECCUBHO-ayTOCOMHBIN npu3Hak. Kakosa
BEPOATHOCTh POXKACHUS OONBHBIX JeTel B ceMbe, TIJe OAMH U3 CYIPYroB CTpPagaeT
aHaM3upyeMbIM 3a0o0JieBaHMEM, a JPYrod 370pOB, 370pPOBbI OBl JM TaKXe PpPOAUTENTH
ponuteneii(6adymika u gemaymika)?

5. CemMeliHas TUIIEPXOJIECTEPUHEMUS HACIEYETCS ayTOCOMHO-JOMMHAHTHO. Y T€TE€PO3UTOT
Ha0JII0/1aeTCs MOBBILIEHHOE COJIEPKaHNEe B KPOBH, a Y TOMO3UTOT Pa3BUBAIOTCS KCAHTOMBI KOXKHU



U CyXOXKHWIJIHH, aTepockiepo3. KakoBa BEpOSTHOCTh POXKICHUS JeTei ¢ aHOMaluel (1 CTeneHb ee
pa3BUTHSI) B CEMbE, I1e 00a pOIUTENsE UMEIH MOBBIIIEHHOE COJICPKAHNUE X0JIECTepUHA B KPOBU?
6. OTtcyTcTBHE MallbIX KOPEHHBIX 3yOOB HacleAyeTcs Kak JOMHUHAHTHBIM ayTOCOMHBIN
npu3Hak. KakoBa BepOSATHOCTh POXKACHHUS JETEH C aHOMajHel B ceMbe, rjae o0a poauTens
TFETEPO3UTOTHBI 110 AHATU3UPYEMOMY IIPU3HAKY?

7. My:x4nHa, CTpaJarolni JaIbTOHU3MOM U INIYXOTOH, )KEHUJICS HA )KCHILMHE, HOPMAaJIbHON
10 3PEHHUIO ¥ XOPOILO CIBIIANIEH. Y HUX POJUIIUCH ChIH INIYXOW U JAJIbTOHUK U JOYb - JAIbTOHUK,
HO ¢ XopomuM ciayxoM. Omnpenenure BEepOATHOCTh POXKICHHS B 3TOH CeMbe J0YEepH 0O0eUMHU
QHOMAJIMSAMH, €CIIM HM3BECTHO, YTO JAJIBTOHM3M U INIyXOTa IEpEefaroTcs Kak pEeLecCHUBHbIC
IIPU3HAKY, HO JAJIBTOHMU3M - X-CLEIUICHHBIN IIPU3HAK, 4 INIyX0Ta — ayTOCOMHBIH.

8. l'unepTpuxo3 yIIHOW pPaKOBUHBI HACJIEQyeTCs Kak TMpPU3HAK, CIEIUICHHbIH ¢ Y-
xpomocomoil. KakoBa BEpOSTHOCTb POXKACHUS AETEH C 3TOM aHOMAJIHMEN B CEMbE, TJIE OTEl]
oOnanaer runepTpuxo3om?

9. [ToremHeHne 3y0OB MOXKET OINpPEICNATHCS IBYMS JTOMUHAHTHBIMH TE€HAaMH, OIMH W3
KOTOPBIX PACIIOJIOKEH B ayTocoMme, Ipyroil B X-xpomocome. B ceMbe poauTenend, NMEIOIMNX
TEMHBIC 3yObl, POAMJINCH JOYKAa M MalbYMK C HOPMAJIbHBIM LBETOM 3y0oB. Ompenenure
BEPOATHOCTH POXKJICHUS B 3TOM CEeMbe CIIEAYIOIIEro pebeHka Toxe 0e3 aHoMallui, eclii yAalocCh
YCTaHOBUTH ,4TO TEMHBIE 3yObl MaTepu OOYCIOBJIEHBI JHIIb T'€HOM, CLEIJIEHHbIM C X-
XPOMOCOMOI, a TEMHBIE 3yObI OTI]a — ayTOCOMHBIM I'€HOM 10 KOTOPOMY OH F€TepO3UTOTEH.

10.  Muomuerus mepemaeTcss MO HACIEICTBY KaK ayTOCOMHO - JOMHHAHTHBIH TNpPU3HAK.
Onpenenure BEpOSITHOCTh POKICHUA AETEH ¢ aHOMAJIMAMU B CEMbE, i€ OTEll T€TEePO3UTrOTEH, a
MaThb HE CTPajaeT MUOILJIETUEM.

11. 3ananue 1: Kapuotumn pe6énka: 46,XX,der(14;21)(q10;q10),+21. O6bsicuute pe3ynbTart,

Bamwu nevictusi.

12.  3apanme 2: Kapuotun xoncynstupyemoii: 46,XX,t(10;13)(p15.3;q21.33). O0bsicaute
pe3yiibTaT, Bamm neictBus.

13. 3ananue 3: Kapuorun koHcynsTUpyeMoii: mos 45,X[12]/47,XXX[6]/46,XX][3].
OOBsicHUTE PE3yNIbTAT, BAILIU JCHCTBUS.

14. 3ananue 4: OOBACHUTE 3aIIUCh MOJIEKYJIIPHOTO KapUOTHIIA, MJ1aH Bammx neicTBuii:
arr[GRCh38] Xp22.31(6467202_8091950)x0 mat
15. 3ananue 5: OOBACHUTE 3aIIUCh MOJIEKYJIIpHOTO Kapuotuna: arr[hgl9]

22q11.21(18645354 21465750)x1. Haiinute ¢ ucnons3oBanueM 0a3 JTaHHBIX OMMCAHUE
CHHJIpOMa, TTPEUIOKUTE TAKTUKY BEJICHHS MAI[CHTA

16. 3amanue 6: Y KOHCYIbTHPYEMOH, TBOIOPOIHBIN OpaT KOTOPO# CTpanaeT O0JIe3HbIO
®abpu, npu o0ciIe0BaHUHY 0OHAPYKEHO MOBBIILIEHUE KOHIIEHTPALUH
rinobotpuaoswichuarozuna (lysoGb3). O0bsicHUTE TPUUUHY, PETIOKNATE TAKTUKY BEACHUS
nanueHTa

17.  3apanue 7: Bol nogo3peBaere 3a001€BaHNe U3 TPYIIBI OpraHMuecKux anuypuil. Kakue
OMOXMMHUYECKHE HCCIeI0BaHNs MOTYT MMOATBEPANTH Barlie npenmnonoxeHue.
18.  3apanwue §: Bl 3an10103pnin y MaJIbyMKa 2-X JIET CIMHAIBHYIO0 aMmuoTpoduto. Kakoe

MOJIEKYJISIPHO-T€HETUUECKOe HCCeI0BaHNEe OATBEpAUT Bain nuaruos, kakoit MeTost
ucnosbiyercs. TpeOyroTcs JIu JOMOJIHUTEIbHBIE UCCIIEA0BAHUS MIEpe]l HauajJoM Teparuu, B
KaKHUX CIIyJasiX.

19. 3ananue 9: Kakoil MONEKyISIpHO-TEHETHYECKHUI METO/1 NCIIOJIb3YeTCs 1711 OOHAPYKEHUSI
YaCThIX MyTaLlMi MPHU KJIacCUUECKON (peHMIIKeTOHypuH. B ciydae, ecnu myTtanus He Oyaer
oOHapy’KeHa KaKoH CIeAYIOIIUI 3Tall IUarHOCTUKH.

20. 3ananue 10: B pe3ynbpTate MosIEKyIISIpHO-T€HETHYECKOTO uccienoBanus resa PAH na
HaJIMYME YaCThIX MyTalluil OOHapY)KeH BapUaHT HYKJICOTUTHON MOCIIEJ0BATEIbHOCTH:



NM_000277.3(PAH):c.1222C>T(p.Arg408Trp) B roM0o3UroTHOM cOCTOSTHUH. OOBICHHUTE
pe3ynbTrart, Bamu nerictBus

1. IIpu kmuHMYECKOM OOCiIenOBaHUM peOeHKa 3amojo3peHa HacleACTBeHHas 00Je3Hb oOMeHa
BemecTB. Kakue MeTonbl 1a00paTOpHOTO HMCCISIOBAHUS MOXHO MPHUMEHHUTH JJIS YTOYHEHUS
JMarHo3a.

2. Ilpu KIMHUYECKOM 00CIeOBaHUU Yy OOJBHOrO 3aMoJ03pEHO XPOMOCOMHOE 3a00JIeBaHHE.
Kakue metonpl 1abopaTOpHON AMATHOCTUKH HEOOXOIMMO MPUMEHUTH JIJIsl yTOUHEHUS 1UarHo3a.

Onpez[eneHI/Ie THIIa HACJICAOBAaHUs 110 HpeHCTaBﬂeHHOﬁ pO,HOCJ'IOBHOfI.

1. Marts co Il rpynmoi kpoBu umeeT pedeHka ¢ I rpynmoit KpoBH. Y CTaHOBUTE BO3MOKHBIE
rpynns! Kpou otua. [loctpoiite poocioBHytO.

2. YV manbunka | rpynna kpoBu, a 'y ero cectpol [V. Onpenenute rpymnibl KPOBU POIUTEINICH.
[TocTpoiiTe poIOCIOBHYIO.

3. Ecnu kapernaspiii (ayTOCOMHO TOMHUHAHTHBIN MPU3HAK) MY)KUMHA — JIeBIIA (2@yTOCOMHO
PELeCCUBHBIN MTPU3HAK ) )KEHHUJICS Ha TOTyOO0T1a301 KEHIUHE, JTydIlle BIaICIOIeH MpaBoi PyKoii,
YeM JIEBOM, U y HUX POAMJIICS royyOoriasbiil pedOeHOK JieBIa, TO, YTO MOKHO CKa3aTh O TeHOTHUIIE
MaTepH, oTia u pedeHka?

4. My>XurHa, UMEIOIIHUNA pe3yCc-0TpULATENbHYIO KpOBb [V rpynmsl, ;KeHWICS HA KEHILIUHE,
UMEIoUIe pe3yc-nonoxuTenbHyto KpoBb Il rpymmel. Orten KeHbl UMeN Pe3yc-0TpULIATENbHYIO
KpoBb | rpynmel. B cembe nMerotes aBa pebeHKa: mepBblii UMEET pe3yc-0TpuLiaTeIbHyIo KpoBb I11
IPYNIbl, BTOPOH pe3yc-MOJIO0XKUTENbHYI0 KpoBb | rpymnmnbl. Cyne0HO-MeIUIIMHCKas: 3KCIepTU3a
YCTaHOBWJIA, YTO OJMH U3 ITHX JieTell BHeOpauHblil. [1o kakoi u3 IByX nap aysenel HCKII4aeTcs
OTILIOBCTBO?

5. B Opak BcTymaroT kaperiasble, MUMEIOLIME BECHYIIKH IIOIU (IIPU3HAKK ayTOCOMHO-
JOMUHAHTHBIC), Y HUX POAMIACh Toyborias3as u 6e3 BeCHyIIeK J049b. OnpeaennuTe BepoITHOCTh
POXKICHHUS CIEAYIOUIET0 peOeHKa, IOX0XKEro Ha POIUTENEH.

TunoBsble 3a1a4u 1Ji151 OLlEHUBAHUSA Pe3yJbTATOB C()OPMUPOBAHUS KOMIIETEHIIMU HA
ypoBHe "Biiagers" (pemarh ycloKHEHHBIE 33/1a4U HA OCHOBE MPUOOPETEHHBIX 3HAHUH,
YMEHUH U HABBIKOB, C UX MPUMEHEHUEM B HETUIIUYHBIX CUTYAIUAX, GOPMHUPYETCS B IIPOIIECCEe
NPAKTHYECKOHN JESITEbHOCTH).

1. VY manpunka ¢ 3 JIeT KM3HU CTaJl0 OTMEYAThCA OTCTAaBaHUE B MOTOPHOM Pa3BUTHH.
[TostBunack cmaboCTh MBI TAa30BOr0 mosca, Oenep, BOZHUKIA «yTHHas moxojka». [loznHee
NPUCOETUHMIIACH CNaboCTh MbIMI MmiedeBoro mosca. K 10 rogam manpyuk cran ¢ TpyaoM
NepeBUraThCsl, OCOOCHHO CII0KHO MOJHUMAJCS MO JecTHUle. [Ipu ocmoTpe: rpyaHas KieTka
YIJIOUIEHA, CKOJIMO3 TPYAHOIO OTJejla MO3BOHOYHHUKA, MOSCHUYHBIA JOPI03, (POPMHUPYIOTCS
«KpBUIOBUHBIE JOoNAaTKW». OTMeuaeTcs ciabocTh MPOKCUMAIIBHBIX OT/AEJIOB PYK U JAbIXaTeIbHOU
MYCKYJIaTyphl, IceBAOrunepTpodus nkpoHoxHsx Mbiin. Ha OKI'- npusHaku kapamoMuonaTum.
WHTennekT cHuUKeH. B CBIBOPOTKE KpOBM - MHOTOKPAaTHO yBEIMYEHHOe coxaepxkaHne KOK.
AmnanornyHoe 3a00yeBaHHE OTMEYAJIOCh Y AU peOeHKa 0 MAaTePUHCKON JIMHUH.

1. [IpennonoXuTeapHbIA TUarHo3

2. Kakue nomonHuTenbHbIE HCCIEAOBAHUS HEOOXOIMMO IMPOBECTH Ui IMOATBEPXKACHUS
nuarsgosa?

3. KakoB pHcK MOBTOPHOIO pOXJaeHUS OO0NbHOTO pebeHka B naHHOU cembe? IlocTpoiite
POZIOCIIOBHYIO.

2. [TaimenT P. B Bo3pacte 17 meT MOCTYNHII B HEBPOJIOTHYECKOE OTICJICHUE C )KalobamMu Ha
o0IIyI0 3aTOPMOXKEHHOCTh, 3aMEUICHHOCTh MpH XOAbOe, ApOokKaHWe B HOTAX, SMU30IbI



SNMIeNTU()OPMHBIX MPUINTATKOB. V3 aHaMHe3a M3BECTHO, YTO B TEUEHHUE IMOCIEIHUX ABYX JIET
CHJIBHO M3MEHWJIOCHh TMOBEJCHHE MallbiMKa, OH MOTEPsT MHTEPEC K OKpYXKarolleMy, ImepecTall
BBIXOAUTh U3 Aoma. Habmionanuch 3Mu301bl MPUMAIKOB M MoTepu co3Hanus. [Ipum ocmotpe
BBISIBJICHBI IPYObIe peIeKChl OpaTbHOTO aBTOMAaTH3Ma: XO00TKOBBIH, J1aJOHHO-T10100POJOYHBIH,
Ha30J1a0uaNbHbIN, OTMEYAIOTCSl HACUJIBLCTBEHHBIE AIMOLIMU B BUJIE CMeXa, IOCTOSHHO YJbIOaeTcs.
[Toxonka arakcuueckas, B no3e PombOepra nokauuBaercs. Konen Kaitzepa—®neiimepa ner. B
OMOXMMHYECKOM aHalIM3€ KPOBH OTMEYAeTCs IOBBIIIEHHE TUMOJIOBOM mpoObl (5,3 en.) wu
TpancamuHa3. CHKeHHe nepynomiasmuna 10 138 mr/n (Hopma 180—450 mr/n) v moBbIIeHNE
ChIBOpOTOUHOM Meau — 32,97 mmoiw/a (Hopma 11,0—22,0 mmous/i). OKI' — 6e3 BeIpaKeHHBIX
u3MeHeHnui, Y3 neueHu: BeIpakeHHbIE AUQPPY3HbIC U3MCHEHUS MMAPESHXUMBI TICYCHU 0 THITY
MOPTAIBHOTO IIUPPO3a.

1. [IpeaBapuTesbHbIN JUArHO3

2. Kakoe uccnenoBanue He0OXOJUMO MPOBECTH JUISI TOATBEPHKACHUS 1UarHosa?
3. Kakue knmuanyeckue GopMbl JaHHOM naTonoruu Ber 3Haete?

4. N300pa3ute pogoCIOBHYIO 3TOM CEMbU M paCCUMTANTE BEPOATHOCTh POKIACHUS

3/10pOBOTO pe0EHKA B CEMbE, €CIIM POJIUTENN KIMHUYECKH 370POBBI.

3. B Menuko-reHeTHuecKyo KOHCYJIbTAIMI0 IO BOIPOCY MIPOrHO3a MOTOMCTBAa 00paTUiach
JKEHIIMHA CO CJEIYIOIIMM CEeMEWHBIM aHaMHE30M: sBIseTCS 3-M peOEHKOM B CEMbE, OT
KJIIMHUYECKH 3/I0pOBBIX pojuTeneid. O/lHa U3 JBYX €€ CTapLIMX CecTep CTpajiana 3a00JeBaHUEM,
MPOSIBIISIOLIUMCS TTOCTETIEHHBIM OTpyOJIeHHEM YepT JIMLA, HAa4aBIIUMCS CO 2-TO Moxyroaus 1-ro
roja >KM3HHU, NPOTPECCUPYIONIEH 3a7ep>KKOM (U3UYECKOTO M TICUXO-PEYEBOr0 Pa3BUTHUS,
TYrOMOJBUHOCTBIO CYCTaBOB U TIOMYTHEHHEM pOTOBHUIBI. YMepia B Bo3pacte 10 mer or
CepJIeYHOM HEe0CTaTOYHOCTH. BTOpas cectpa >KeHIMHBI 3/J0pOBa.

1. Kaxum 3a601eBaHreM cTpaiaia cecTpa KEHIIUHbI?

2. Kak Hacnenyercst 1aHHas naTOJIOTUs, CLIETIJIEHA JIU OHA C I10JI0M?

3. MoskeT 11 poJuTCs Takol peOeHOK C TAHHOM MaTOJIOTUEH Y 3J0POBOM CECTPhI?

4. N300pa3ute pOAOCIOBHYIO 3TOH CEMBH M PACCUUTANTE BEPOSATHOCTH POXKICHHUS
3I0pOBOT0 pebeHKa B CEMbe MPOOaHAA, €CIIU MYK KIMHUYECKH 370POB.

4. Ha ocmotpe y Bpaua-HeBposora 4-x MecsiyHasi manueHTka M. ¢ )kamobamu Ha 3a/IepKKY B

IICUXOMOTOPHOM pa3BUTHU. [Ipu ocMoTpe pebeHka oOHapy>KWJIach BBIpaKEHHAsh TMIOTOHMSA,
OTCYTCTBHE CYXOXMWJIbHBIX PEQIIEKCOB, OTCTaBAHHE B MOTOPHOM pa3BUTUU (HE YAEPKHUBAECT
rOJOBKY, He ImepeBopaunBaeTcs). M3 aHamMHe3a H3BECTHO, YTO B TeYEHHE OEpEeMEHHOCTHU
OTMEYAJIOCh HENOCTATOYHO aKTUBHOE IIEBEICHUE III0A.

1. [IpenBapuTenbHbI qUAarHo3

2. Kak nacnenyercs nanHas matoyorus?

3. Kakoe nomonHHTENbHOE HCCIEIOBAaHUE HEOOXOJMMO TMPOBECTH JUISl JIUATHOCTUKU
3a001eBaHusA?

4. N306pa3ute poAOCIOBHYIO 3TOM CEMBbH U pacCUUTANTE BEPOATHOCTD POXKACHUS 3T0POBOTO
pebeHka B ceMbe, €ClIi OTEI] M MaTh KIIMHUYECKHU 3/I0POBBHI.

5. Kaxkoit mporno3 A nauuenta

5. B Meauko-reHeTHYecKyl0 KOHCYNbTAIUI0 OOpATHINMCh MYX U JKEHa CO CIEIYIOIIUMHU

KIIMHUYCCKUMU MPOABIICHUAMUA: KPYITHAA I0JI0BA, JUCITPOIMOPHIUOHAIBHOEC TEJIOCITOXKEHUEC 3a CUCT
YKOPOYCHUA KOHeqHOCTCﬁ, KOPOTKHUC HIUPOKUEC KUCTHU U CTOIIBL. YV HuX uMeeTcs TpOC ,I[CTCI>'II JABa
ChbIHA C aHAJIOTUYHBIMU KIIMHUYCCKUMU IIPOABICHHUAMU U 310pOBaA 104b.

1. Kakum HacnencTBeHHBIM 3a00JIeBaHHEM CTPAAAIOT WICHBI CEMbU?

2. Kaxk Hacnemyercs naHHAs MAaTOJOTHSA, CLETJICHA JIX OHA C ITOJIOM?

3. IToueMy 1oub poaunack 310pOBOI?

4. N300pa3ute poAocCiIOBHYHO 3TOM CeMbU M pacCUUTAlTe BEPOATHOCTb POXKACHUS

cIeayromero 3a0poBoro pC6CHKa B CEMBCE.



6. K HeBposory obparuiack MaMa 4-X JIETHETO Majibunka [[. ¢ *ano6aMu Ha TOBBIIICHHYIO
YTOMJISIEMOCTh, HEXKEJIAHUE UTPaTh B MOJBIKHBIE UTPHI CO CBEPCTHUKAMU, 3aTPYIHEHUS TPU
NoJbEME MO JIECTHUIIE M BCTAaBaHWU U3 MOJOXKEHUH Ha KopToukax. [Ipm ocMmoTpe BhIsBIEHA
runepTpoduss MKPOHOKHBIX U SATOJUYHBIX MBI, B OMOXMMHYECKOM aHAIHM3€ KPOBHU BBISBICHO
nosbiieHne KOK B 50 pas.

1. IlpeaBapurenbHblil AMATHO3?

2. Onwumure 3Tarbl IUarHOCTUKU JAHHOW MAaTOJOTHH.

3. Onummre BUBI JICUCHUSI.

4. H3obpazute pOAOCIOBHYIO OJTOH CEMbU U pACCUUTAUTE BEPOSTHOCTh POXKICHUS
CJIEAYIOIIET0 OOJILHOTO peOeHKA B CEMbE, €CIIU POAUTENN KIMHUYECKH 3/I0POBBI

5. MoXeT 111 B 3TO# CeMbe POJUTCS 310pOBasi IeBOoUKa?

7. Poputrenu nesouku C., 3-x neT, oOpaTWIUCh B JACTCKYIO NOJUKIMHUKY K Bpauy-
odranemonory ¢ xamoOaMH Ha JIGBOCTOPOHHEE KOCOIJIa3We, BO3HHUKIIEE B TEUEHHE JIBYX
nocineAHUX wecsauneB. 3 anamue3a: peOeHok OT 1-oif (U3MOIOTHYECKH TPOTEKaBIIEH
OepeMEeHHOCTH; POJIbI CpOuHble, HOpMaybHble. C pOXIACHUS Ha KOXe pedeHka uMeroTcs 3
MUTMEHTHBIX ISITHA IBeTa «Ko(de ¢ MOJOKOM». B nanpHeiimeM oTMedanoch yBETUYEHHE UX B
pa3smepax W TOSBIECHHWE HOBBIX IIATEH HAa KOXE TYJOBMIA M KoHeuHocteul. IIpu ocmortpe:
BBISIBJICHO O MUTMEHTHBIX MATEH pa3MepoM Oosiee 5 MM B JAMaMeTpe Ha KOXK€ TYJIOBHUIIA U
KOHEYHOCTEH. VY OTIa IEBOYKU UMEIOTCSI MHOKECTBEHHBIC TUTMEHTHBIE MIATHA 1[BETa «KOode ¢
MOJIOKOM» U HECKOJIbKO KOKHBIX U IMOJKOXKHBIX Y3€JIKOB IO XOJy MeXpeOepHbIX HEpBOB U Ha
MpeArieybe, BOZHUKIIIKNE Y HETO B MOAPOCTKOBOM BO3paCTe.

1. [IpenBapuTenbHbli AMArHO3.

2. KaxoB npornos ais nanuenra’?

3. [Touemy y nanMeHTKH pa3BUIOCH Kocoriasue?

4. N300pa3ute pONOCIOBHYIO 3TOW CEMbH W PACCUMTANUTE BEPOSTHOCTH POXKICHHUS
ClIeAyIoIlero O0JIbHOro pebdeHKa B CeMbe, €CJIM MaTh KIMHUYECKH 3/10pOBa.

8. bonphas M., 52 nert, noctynuiia Ha JIEYEHHE B HEBPOJOTUYECKOE OTIETICHUE C JKalobamMu

Ha OOyl cnaboCTh, MPOTPECCUPYIOINIEe CHIDKEHUE IMaMATH, BHUMAaHHS, TOJOBOKpY)KEHUE,
IATKOCTh TIPH XOAbOE, TOJIOBHBIE OOJM, HEPUTMHUYHBIE HEMPOU3BOJIbHBIE HACHUIIBLCTBEHHBIC
MBIIIEYHBIE MMOJEPTUBAHUS B TYJIOBHILE U BO BCEX KOHEUHOCTSAX. Y XYLIEHUE COCTOSIHUS OKOJIO
1,5 ner, xorma TOSBWIKMCH HEPUTMUYHBIE HEMPOU3BOJIbHBIE HACHUIIBLCTBEHHBIE MBIIICUHBIE
NMOJACPTrUBaHUs B TYJOBUUIE K BO BCEX KOHEYHOCTSX, CTAJd OTMEUYaTbCAd MEIEHHO
MIPOTPECCUPYIONINE KOTHUTHBHBIC HAPYIIICHUS.

[IpenBapuTenbHbI qUAarHo3

Kaxkoe uccrnenoBanne He0OX0UMO MPOBECTHU ISl TOJATBEPKACHUS AUarHo3a?

KaxoB maToreHes JaHHONW NaTOJIOTHH?

VYHacneayer M 1eTU JaHHYIO TATOJIOTHIO?

N3006pa3ute pogoCIOBHYIO 3TOM CEMbH U PACCUMTANTE BEPOSATHOCTH POKACHUS OOIHHOTO
pe6eHKa B CEMbE, €CITU OTeI] KIIMHUYECKHU 3/I0POB.
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9. Bompuoit K., 19 ser, wHaxomgmics B O(TATBMOJIOTHYCCKOM OTJACICHHM C JKajo0aMu Ha
BHE3aITHO MOSIBUBILYIOCS M HEMPEXOJAILYIO «IejleHy» nepes riazamu. OTMedaeTcst ocTpo
BO3HUKILEE (B T€UEHHE 3 HEENlb) CHHKEHHE OCTPOTHI 3peHusi Ha ola riaza. CemeilHbIi
aHaMHe3 OTATOILEH: CecTpa M MaTh MOJHOCTBIO MOTEPSIIH 3peHue B Bozpacte 23 u 29 ner. [Ipu
0 TaTIbLMOJIOTHYECKOM OCMOTPE IMarHOCTUPOBaHA aTpodusi 000UX 3pUTEILHBIX HEPBOB.

1. IIpeaBapuTesbHbINA JUArHO3

2. Kak Hacnenyercs nanHas matosorus?

3. Kakoe nomonHuTENBbHOE UCCIEIOBAaHHE HEOOXOAMMO TMPOBECTH JUI JUArHOCTUKU
3aboseBaHusA?

4. N300pa3ute po10CIOBHYIO 3TOM CEMbH U PACCUUTAITE BEPOATHOCTD POXKACHUS 3[0POBOTO

pe6eHKa B CEMBE, €CJIN OTEIl 3A0POB.



5. Kaxk mpepBaTh HacienoBanue JaHHOTO 3a00IeBaHUs?

10. K HeBpozory oOparuiuck poautenu 3-x jgetHero namuenrta T. C jxanobaMu Ha 3a1epxKy
pPEUCBOrO PA3BUTHS, HEXKEJIAHUS pEeOCHKAa UTpaTh CO CBEPCTHUKAMH, OTCYTCTBHE 3PUTEIHLHOTO
KOHTaKT. [Ipu ocMoTpe y mamueHrta BbISIBIIEHA MAaKpOTHA, JIMLO MPSAMOYTOJbHOW (OpMBI ¢
BBICOKMM BBICTYIAIOIIUM JIOOM, JUTMHHBIM TOHKHM HOCOM. HIDKHSISI 4emOCTh THIepIia3upoBaHa.
JlBuratenpHas cepa: XOAUT CaMOCTOATEIBHO, pacTOpMokeHa. CyX0KMIbHBIE peIIeKChI JKUBBIE,
paBHOMepHBIe. [laromornyeckux 3HakoB Her. KoopauHamusi He HapymeHa. boneBas
qyBCTBUTEIHHOCTH coxpaHeHa. J{ucdazus.

1. [IpenBapuTenbHbIN qUAarHo3

2. Kax nacnenyercs nannas natosorus?

3. Kakoe pomomHuTEIRHOE WCCIICIOBAHUE HEOOXOJUMO TMPOBECTH IS JUATHOCTUKH
3a001eBaHus?

4, Kakas myTanus JIe)KUT B OCHOBE JJAHHOW MAaTOJIOTUH?

5. N3006pa3ute pogOCIOBHYIO 3TOM CEMBH U PACCUUTANTE BEPOSATHOCTH POXKIACHUS 30POBOTO

pe6eHKa B CEMBE, €CJIK OTC U MaTh KIIMHUYCCKHU 3I0POBEI.

1. Omnpenenenve MNOAMMOPPU3MOB, ACCOLMHPOBAHHBIX C PUCKOM pa3BUTHS TpoMOodumuu
poBeeHO MyXunHe M, 42 jer ¢ AMarHo3oM: BapuKo3Has 0O0JIe3Hb HUKHHX KOHEYHOCTEH.
[Taruent xkyput. CeMelHbIi aHaMHE3 OTATOIIEH: OTEll MallMeHTa NmepeHec MH(apKT MUOKap/a,
CKOHYAJICSI B Bo3pacte 357 user. Pe3ynbrar wucciegoBaHus. BBIBIEHO TIe€TEpO3UTOTHOE
HOCHUTEJILCTBO MoJuMOppu3Ma B reHe F2 (mma3sMeHHOE 3BEHO TeMOCTasa, CBEPTHIBAOIIAS
cucrema) 20210 GA. I'omosurotHsii monmuMopdHbid Bapuant reHa ITGA2 TpomOonuTapHOTO
3BeHa remocrasa 807 TT.

a) OIIGHUTE PHUCK CEPACYHO-COCYAMCTHIX 3a00JIEBaHUIl, ONMWIIMTE BO3MOXKHBIC MPOBJICHUS
BBISIBJICHHBIX MMOJIMMOP(HBIX BAPUAHTOB U MIPOTHO3.

0) Kak1e 0COOCHHOCTHU TEparuu, €CTh JIU PE3UCTETHOCTh K JIEKAPCTBEHHBIM CpPEACTBAM?

B) Kakue JOMOJHUTEIbHbBIE HCCIEA0BaHUS HEOOX0IUMO Ha3HAYUTH 715 9PPEKTUBHOTO KOHTPOIIS
3a MOKa3aTeJsIMHA CBEPTHIBAIOIIECH CUCTEMBI?

T) JaiiTe peKkoMeHAaluy 1o MPOo(UIaKTUKE OCIOKHEHUH.

2.V Bac Ha npuéme 6epeMeHHas1, Cpok OepeMeHHOCTU 15 Henenb, 6epeMEeHHOCTh HACTYIUIA B
pesyasrate BPT-DKO, mpu mpeuMIUTaHTaIllMOHHOM TECTUPOBAHWU SMOpPHOHA XPOMOCOMHBIX
aHoMayIuii He OOHapy’>KEHO; pe3ysbTaThl NMpeHaTalbHOro CKpuHHMHIa | Tpumectpa (Astraia, Ha
cpoke 13uen.+1an.): cB.p-XI'Y — 0,342 MoM; PAPP-A — 0,339MoM; npu Y3U mioga —
oM(asonene HeOONBIIMX pPa3MepPOB, pa3Mephl IMJIOJa COOTBETCTBYIOT HIDKHEH TpaHMLE s
JAHHOTO CpPOKa recTallly; UHIMBUAYalbHBIA pUcK Tpucomuu 21 — 1:1355 (au3kuit, npu 6azoBoM
pucke 1:68); puck Tpucomuu 13 - 1:518 (mpakTuuecku cOOTBETCTBYET 0a30BOMY pUCKY, 1:534);
puck tpucomuu 18 — 1:75 (nmpu 6azoBom pricke 1:171), puck 3aaepxku pocta mioaa 10 37 Hef. —
1:150 (BbICOKMIA).

1. K kaxoii rpynmne pucka OTHOCUTCS MallMeHTKA?

JU1st Kakoro XpOMOCOMHOTO 3200JI€BaHUs XapaKTepHBbI JaHHbIE MTOKa3aTeNnn?

Kakoe uccnenoBanre Heo0X0MMO MPOBECTH ISl YCTAHOBJICHUS 1MarHo3a?

Kakoe nabopaTopHo-TeHeTHYECKOe HCcCIel0BaHUe HE0OX0IMMO IPOBECTH?
[Ipeanomaraemelii KapuoTHI 1mIoaa’?
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3. Ilpu mpoBeneHNH KyJIbTHBAIMH JTUM(OIIUTOB Mepu(epruecKoil KPOBH BhISIBIICH
GaKkTepHaIbHBIN MPOPOCT cTapUIOKOKKOBOH (utopsl B 1 u3 4 pnakonos. Kposs nanHoro
nanueHTa (HOBOPOXKIEHHbIN peOeHOK) 3a0upaach B OTAEIEHUU peaHuMaluu 1 Oblia
JIOCTaBJIeHa KypbepoM. JIJIs1 OCTaIbHBIX MAIIMEHTOB 3a00p KPOBU MPOU3BOAMIICS B MPOLETYPHOM
kabunete MI'K.

1) HazoBuTe BEposATHYIO IPUYKMHY IPOPOCTA.

2) Ha xakowm 3Tane nmpou3oren 3aHoc 0akTepuanbHOl (Iopbl B OnoMarepuan?



3) Kakue oprannzannoHHbie Mepbl HEOOXO0AUMO MPEAIPUHATD IS UCKITIOUEHUS
0aKTepUaIBLHOTO 3aHOCA B KYJIBTYpY?

4) Heo6xoauma nu crepuii3aiiust 000py10BaHUs M BHEIUIAHOBAs TeHEepalibHas yOOpKa Jist
JUKBUJAIMYU TOCIEACTBUNA OaKTepuaIbHOTo 3aHoca’?
5) Ha3zoBute ocHOBHBIE TpeOOBaHUs K 3200pY KPOBU Ha KaPHOTHIL.

4. IIpu npoBeeHUH KyJIbTUBAIMH TUMGOLUTOB Neprdepruieckoil KPOBH BBISBICH
OaKTepHUaTbHBINA TPOPOCT CTAPHIOKOKKOBOM ()IIOPHI B IBYX MOCAAKAX KYJIBTYPHI TOIPSIT OT
pa3Hbix Aat. KpoBb nmanuenTos 3abupanack B npoueaypHoM kabunere MI'K ¢ cobmonennem
BcexX TpeboBaHuii cTepuiabHOCTH. [locaaka mMpoBOAMIACH C UCTIONB30BAHUEM PEAKTUBOB U
KYJIBTYp OT pa3HbIX naptuil. Cpoku roHOCTH B HOpME, OCajKa HET.

1) Ha3zoBuTe BEpOATHYIO IPUYHUHY ITPOPOCTA.

2) Ha kakom 3Tane npou3sorien 3aHoc 0akTepuaibHOH (Jiopbl B OnoMarepuan?

3) Kakue opranuzanoHHbie Mepbl HEOOXOIUMO IPEANPUHSITD I UCKITIOUCHHS
0aKTepHaILHOTO 3aHOCA B KYJIbTYpPY?

4) Heo6xoanma nu crepuimu3aiiyst 000py10BaHus M BHEIUIAHOBAs TeHepalibHas yOopKa Juis
JIMKBUIALUY TTOCIIEICTBUIN OaKTepHUaibHOTO 3aHOca?

5) HazoBute ocHOBHBIE TpeOOBaHMS K 3200py KPOBH HAa KAPUOTHIL.

5. Ilpu mpoBeneHNH KyIbTUBAIMH JTUM(OIUTOB nepu(epruuecKoil KpOBH BBISBIEH MPOPOCT
rprOKOBOM MPHUPOJIBI BO BeeX (rIakoHaX AaHHOM mocaaku. [Ipu npoBeeHHH KyIbTHBAIMN
VICTIOJIb30BAJIM CIIETKA 3aMyTHEHHYIO IIUTATEIbHYIO CpeTy, HaOII0OAaICcs 0CaIoK KyJIbTYPHI.
KpoBb pa3nnyHbIX ManueHToB 3adupanack B nmpoueaypaoM kabunere MI'K ¢ cobmronennem
BCEX TPeOOBaHMI CTEPUITBHOCTH.

1) HazoBuTe BEeposATHYIO MPUYHHY IPOPOCTA.

2) Ha xakoM atare mpou3oriesn 3aHoC rpruOKOBOH GuIopsl B OnomaTepuan?

3) Kakue opranuzannoHHbie Mepbl HEOOXOAUMO MPEANPUHATH I UCKITIOYSHHS 3aHOCa
rpudKa B KyJIbTypy?

4) HeoOxonuma 5 ctepunm3zaiusi 000py10BaHUS M BHEIIAHOBAs TeHepasibHasi yOoopKa Juis
JTUKBUIAIMY TIOCTEACTBUN TPpUOKOBOTO 3aHOCA?

5) Ha3zoBute ocHOBHbIE TpeOOBaHUS K 3a00py KPOBU HAa KapHOTHIIL.

1. B pe3ynbraTe OMOXMMHUYECKOTO MpEeHATAIbHOTO CKpHUHTa | TpumecTpa y nanueHTku 38

JIeT BBISIBIICHBI crenyromue nmokaszarenu: PAPP-A - 0,214 MoM, cBo6oansriii -XI'Y — 4,168
MoM. IIpu Y3U BeISIBIIEHBI 3XOMapKEPhl XPOMOCOMHON NATOJIOTUH Y TUI0/A XKEHCKOTO MoJa.

1) K kakoii rpynme prcka OTHOCUTCS MalueHTKa?

2) JI71st KaKoTO XpPOMOCOMHOTO 3a00JICBaHNS XapaKTePHbI JaHHBIE TIOKa3aTeIn?

3) Kakoe nccnenoBanue HeoOX0JMMO MPOBECTH JUIsl YCTAHOBIICHUS TUarHosa?

4) Kaxoe nabopaTropHo-reHeTHuecKoe 1ccie0BaHne Heo0X0JuMO MPoBeCTH ?

5) IIpennonaraemslii kapuoTun mioga?

2. B pe3ynbraTte OMOXMMHUYECKOT0 IPEeHaTaIbHOro CKpuHra | TpumecTpa y naiueHTku 42

JIST BBISBIICHBI Ciieayromiue mokaszarenu: PAPP-A - 0,315 MoM, ceoboansrii -XI'Y — 0,522
MoM. I1pu Y3U BeIsIBIEHBEI 3XOMapKepbl XPOMOCOMHOM MAaTOJOTHH Y II0/1a MY’KCKOT'O TI0JIa.
Br1siBiIeHBI IOPOKH pa3BUTHS IJ10]1a: pacliesiiHa TyObl U He0a, MOIHIaKTUITHUS.

1) K kakoii rpymnme prcka OTHOCUTCS alMeHTKa?

2) JI71st KaKoTO XpPOMOCOMHOTO 3a00JICBaHNS XapaKTepHBI JTaHHBIE TTOKA3aTeIH?

3) Kakoe nccnenoBanue HeoOX0MMO MPOBECTH [T YCTAaHOBICHUS JarHo3a’?

4) Kaxoe naboparopHo-reHeTHuecKoe ruccie0BaHne Heo0X0IuMO MPoBeCTH ?

5) IIpennonaraemslii kapuoTun mioga?

3. B pe3ynbraTe OMOXMMHUYECKOT0 IPEeHATaIbHOTrO CKpuHra | TpuMectpa y nanueHTku 33

JIST BBISABIICHBI Ciieayromiue mokaszarenu: PAPP-A - 0,472 MoM, cBoboausrii -XI'Y — 0,645



MoM. IIpu Y3U BeIsBIECHBI 3XOMapKEePbl XPOMOCOMHOM MATOJIOTHH Y IJI0JIa dKEHCKOTO IMOJa.
JlnarHocTrpoBaHbl rpyOble aHOMAINK KOHEYHOCTEH, (hIIeKCOPHOE MOJI0KEHHE KUCTEH U CTOoTI,
ruApoHepo3 MoYeK IIoAa.

1) K kaxoil rpynmne pucka OTHOCUTCS NallMeHTKa?

2) J1sl KaKkoro XpOMOCOMHOT0 3a00JI€BaHUs XapaKTEPHbI JaHHbIE I0Ka3aTesn?

3) Kakoe nccnenoBanue HeoOXOMMO MPOBECTH [T YCTAHOBIICHHS JHarHo3a’?

4) Kakoe nabopaTopHO-TeHeTHYEeCKOe HcCiel0BaHUE HE0OX0AMMO IPOBECTH?

5) [Ipeanonaraemslil kapuoTu rmioaa?

4. K nmenmarpy Ha mpuem oOpaTWIMCh POJUTENH 2-X MECSYHOTO peOeHKa C jkainobaMu Ha

CTOMKHE IMPOSBICHHUS SKCCYAATHBHOTO JAMaTe3a Ha KOKU IIEK W BOJIOCHUCTOM YacTH TOJIOBBHI,
BSJIOCTH, OCTAHOBKY B TICHXOMOTOPHOM Pa3BUTHH U yTPaTy HEKOTOPBIX paHee MPHOOPETEHHBIX
HaBBIKOB. Pomutenn oTMeuaroT pe3Kuil HENpUSATHBIM 3amax Mouyd M morta pebeHka. [lpu
¢usukanbHOM 00cCieZoBaHUM OOHApy)K€Ha THIIONMITMEHTAIMsl KOXH, BOJIOC, 3afepiKKa
HICUXOMOTOPHOTO pa3BuTHs. [Ipn GHOXHMIYECKOM HCCIeJOBAaHUN KPOBH YPOBEHB (DeHMIaIaHWHA
coctaBysut 1380 (MKMOJIB/).

1) [IpeanonoXuTeNnbHbINA TUATHO3.

2) Kaxkoe uccrnenoBanue HyKHO MPOBECTH ISl IIOATBEPKICHUSI TUarHo3a’?

3) Kakas cTereHp TSHKECTH JaHHOTO 3a00J1eBaHus?

4) Kakoii Tum HacneoBanus y qanHoro 3aboneBanus? M300pa3uTe poIoCIOBHYIO
5) Paccuunraiite BepOSTHOCTD POKICHHUS CIEAYIOUIEro O0IBHOTO peOeHKa.

5. B MeIuKO-TeHEeTHYEeCKYI0 KOHCYJIbTALMI0 O0paThiIach >KEHIIMHA IO BOMPOCY MPOrHO3a
MOTOMCTBA. Y PpOJHOH CECTphl MANMEHTKH OBbUT CBIH, KOTOPHIM YMEp OT OONIMPHOTO
KPOBOUBJIMSHUS B TOJIOBHOW MO3T B Bo3pacTe 8 seT. Bropoil cbiH cecTpsl (5 neT), cTpagaeT oT
OOLIMPHBIX FEMAaTOM U reMapTpo3oB. Poaurenu cecrep 310pOBBI.

1) Kakum 3a0oseBaHneM cTpajatoT MIEMSIHHUKNA?

2) Onwumurte 3Tarnel 71a00paTOPHOI TUArHOCTUKY TaHHOW MAaTOJIOTHH.

3) Tun nacnenoBanus?

4) Mosxer nu poautcs peOEHOK ¢ JaHHOW MAaTOJIOTMEH Yy >KEHIIMHBI, OOpaTHBIIEHCS B
KOHCYJIbTAIUIO?

1. XKenmwmnua, 32 ner, oOpaTuiach K Bpady-KapJuOJOry ¢ jKajlob0aMH Ha TOBBILICHHUE
aptepuanbHoro gasienus 10 160/100 MM pT. CT., TOJTOBHYIO 00JIb J1aBSIIETO XapakTepa B TOOHOU
00J1aCTH MPH MOBBILIEHUN apTEPUATBHOTO JIaBJICHHUS, YyBCTBO AUCKOM(OPTa B 00JaCTU IpyTHOM
KJIETKH, TEPUOJIMYECKOE OIIyIIeHUue cepAalnedueHuss ¢ yactotol mnynaeca a0 120 yn/muH,
yCTaNOCTh, CHUXEHHUE paboTociocoOHOCTH. OOBEKTUBHOE 0O0CIIE0BaHUE: KEHIIIMHA BBICOKas
pocta (183 cm), BopoHkooOpa3Has nedopMaius rpyIHON KIETKH, apaxHOJAKTHINS PYK U HOT,
iockocronue. [Ipu OxoKI' BeIsBIEH MTpoIanc MUTPAIbHOIO KIIalaHa, paclIupeHHe BOCX O IAIIen
yacTu aopThl. CeMelHbI aHaMHE3: Yy OTIa >KEHIIMHbI OTMEYascsl JBYCTOPOHHUN MOJBBIBHX
XpycTalrKa, ymep B Bo3pacte 34 JieT OT pa3pbiBa aHEBpU3MbI 20pThl. ChIHY XKEHIIUHBI 7 JIET (pOocT
140 cm). OT™MeuaeTcst apaxHOJAKTHIINS KUCTEH U CTOI.
1.IIpenBapuTenbHbIi 1MAarHO3
2.Kakoe nccnenoBanye HyKHO IMPOBECTH IS IOATBEPKACHUSA JUArHo3a?
3.Kak Hacnenyercs JaHHas MaToONIOTUs?
4.Iloyemy KIMHUYECKAsl KapTHHA TeTepOreHHa MpH 1aHHoM 3aboneBanun? Kakoii

MIPOTHO3 Y ChIHA MAI[UEHTKN?
5.M300pa3ute poJIOCIOBHYIO ATOM CEMBbH W PAaCCUUTANTE BEPOATHOCTH POXKIACHHS 370POBOTO
peOeHKa B ceMbe, eClIi MyX NpoOaH/ia 3710pOB.

2. bonpHas /I, 24 rona nmoctynuia B HEBPOJIOTMYECKOE OTACICHHE C Kalo0aMU Ha MBIIICYHYIO
c1aboCTh B pyKax M HOTax, HEYCTOWYMBOCTD IIPU X0/1b0€, HEMPOU3BOJIbHBIE MOAEPTUBAHUI MBIIIIIT



JUIa W KOHEYHOCTEH 1o TUny  MHOKIOHWH. OOBEKTHBHO: TPU  TPOBEICHUU
aNIeKTpoHepomMuorpadguun OOHAPY)KEHbI NPU3HAKM MHOMATUU C BTOPUYHBIMH H3MEHEHUSIMH
nepudepuyeckux HepBoB. [Ipu nmarHocTHyYeckoil Oworcuu HpsAMON MbINIIEL Oeapa, ObLIH
BBISIBJICHB BBIPOKEHHBIC NMPU3HAKM Muomatuu ¢ HaimuueM ¢eHomeHa RRF B 21 % Bcex
MBIIICYHBIX BOJIOKOH. Y MAaIMEHTKH ecTh 15 neTHuil OpaT, y KOTOPOrO0 OTMEYAIOTCS AIH30/bI
NOTEpU CO3HaHUS 0e3 Cy0por, MOTepsI MAaCCHI Tea.

1) [IpenBapuTenbHbIi qUAarHo3

2) Kak Hacnenyercs naHHas naToiaorus?

3) Kakoe pnomonHuTEenbHOE HCCIEIOBAaHUE HEOOXOJMMO MPOBECTH JUISl JIUArHOCTUKU
3a0osieBanus?

4) VY Opara Takoe e 3a00JIeBaHUE KaK Y CeCTPhI?

5) N300pa3ute pog0CIOBHYIO 3TOM CEMBH U PACCUUTANTE BEPOSITHOCTH POIKIACHHSI 3[OPOBOTO

pe6eHKa B CEMBE, €CJIK OTCL 3J0POB.

3. JleBouka 16 net obpaTuiachk K MOJIPOCTKOBOMY TMHEKOJIOTY C Kajnob0aMH Ha OTCYTCTBUE
MecsauHbIX. V3 aHaMmHe3a JKU3HU: JIeBOYKa poamiack B cpok ¢ maccou 2900, poctom 49 cm. C
MEPBBIX JIET KU3HU OTCTaBaja B POCTe OT CBEpCTHUKOB. [Ipu ocmotpe: poct 145 cwm., mmupokas
rpyIHas KJIEeTKa, yKOPOUCHHAas I1es, TPYAHbIE JKkene3bl pa3BuThl ciaabo. Ha Y3U opranos manoro
Tasa - BbIABIIEHA rumnoruia3us Matku 1l crenenu, SMYHUKY B BUJE TSDKEH.
1.I1pennonoxuTenbHblil JUarHos.

2. Kakoe uccrnenoBanre He0OX0AUMO MPOBECTH IS MOATBEPKACHUS JUArHo3a?

3. Kakoli Tl MyTaluu JIe)KUT B OCHOBE JAHHOW NaTOJIOTUU?

4. Kakoil KapyOTHUIl y JAHHOW NAlUEHTKH?

4. HazoBute 3a0oieBaHue, WMEIOIIEE CXOXKYIO KIMHAYECKYIO KapTHHY, C KOTOPBIM
npoBoauTcs quddepeHranbHas AMarHoCcTUKa.

5. [Ipu menocMoTpe B 1IKOJIE y MajbuuKa 14 JeT BBISBIEHO JBYCTOPOHHEE YBEIUYEHHUE
TPYIHBIX Keje3 (TMHEKOMACTHs) | YMEHBIIEHHBIE pa3Mepbl sIMYeK. MallbuuK BBIIIE CBOMX
CBEPCTHHUKOB, €ro pocT cocTapiisieT 174 cMm. B aHaMHe3e - onepaTUBHOE JICYEHUE KPUIITOPXU3MaA
B PaHHEM BO3pACTE.

1. IlpennonoxuTenbHBINA AUATHO3.

2. Kakoe oOcieoBanue HEOOXOMMO TIPOBECTH IS IIOATBEPKIACHUS TUATHO3a?

3. Kakoif Tun MyTanuu JIeXHUT B OCHOBE JaHHOW MaTOJIOTHU?

4.  Kaxoif kapuoTun y JaHHOTO MalueHTa?

5 Kaxko#i ocHOBHOW BH/I Tepanuy y MallUEHTOB C JaHHOM MaToJoruen?

6. B otnenenne peaHMManMM HOBOPOXKACHHBIX IOCTYIMWJI JOHOIIEHHBIM MAalbuHK C
BBIpAKEHHOU THUmnoruiazueil: macca tena — 2100 kr poct-45 cm. Ilpu ocmorpe BbIsSIBIIEHA
MUKponedanusi, nepeKT CKajiblla, JBYCTOPOHHAS paclieluHa BepxHeH TyObl M Heba,
MOCTaKCHaNIbHAsl MOJIMJAKTUINS, MolIoHOouHas runocnagus. Ha Oxo-KI' Bpoxa€HHbIN mOpoK
cepAana - 1epeKT MeXIPeacepIHON NePeropoaKH.

1. ITpennosoKuUTEeNbHBIA TUATHO3.

2. Kakoe nccnenoBanue Hy>KHO IPOBECTH JUIs ITOJITBEPIKICHUS TuarHosa?

3. Kako¥ Timm MyTanuu JeKUT B OCHOBE JIAHHOM ITaTOJIOTHN?

4. Kaxolf KapuOTHIl y JaHHOTO MaIeHTa?

5. Hazosure crioco6s! npouaakTUKU 3a00J1€BaHUs

7. [Ipn ocMOTpe HOBOPOXKJIEHHOTO BBHISIBJIEH HU3KUI MBIIIEYHBIH TOHYC U MHOXKECTBEHHbBIE
MaJible aHOMAJIMM PA3BUTHUS: YIUIOIIEHHBIH NMpo(puiIb JMIA, IIUPOKass MEPEeHOCHIA, SIHUKAHT,
"MOHTOJIOMAHBIN" pa3pes Ii1a3, OpaxuIakTUiIus, "yeTbipexnaibplieBasi’ 00po3/a Ha JIeBOH JIaJ0HU.
1. [IpeanonoKuTeNbHbIA JUATHO3.

2. Kakoe uccnenoBanue Hy»HO MPOBECTHU JUIsl MOATBEPKACHUS AMarHo3a’?



3. Kakoil Tun MyTauuu JIe)KUT B OCHOBE JAHHOW MAaTOJIOTHU?

4. Kakoil kKapuoTHn y JaHHOTO NanueHTa’?

6. HazoBute crocoOb! mMpOoPHITAKTUKH 3a00JI€BaHUS

8. B otnenenun matogorud HOBOPOXKJIEHHBIX MOCTYMWJIA JE€BOYKA C MHOXXECTBEHHBIMHU
MOPOKaMU Pa3BUTHS: Ae(DEKT MEXKETyI0YKOBON MEPEeropo/KH, HezapallleHue apTepHallbHOTO
MpOTOKa, CTEHO3 THIIEBO/A, CErMEHTHpOBaHHas TMoyka. [Ipu oOcMOTpe BBISBIEH uepern
nonuxouedannueckoi Gopmbl, 1ehOpMUPOBAHHBIE YIIIHBIE PAKOBHHBI, (DIEKCOPHOE MOJIOKEHUE
KHCTeH, anoManbHas crona (I maner cromnsl kopoue I1).

1. IlpennosoxKuTeabHbIA TUArHO3.

2. Kakoe uccrienoBanue Hy>KHO IIPOBECTH JUIsl IOATBEPKACHUSI TMarHo3a’?

3. Kakoil TuI MyTanuu JISKUT B OCHOBE JJAHHOM MaTOJIOTUu?

4. Kakoil kapuoTHn y JTaHHOTO NalnueHTa’?

5. HazoBute ciocoOb1 npoduaakTUKH 3a00JICBaHMS.

8. B  nmerckyio peanumanuio Ha 8-OM  JIHE OJKM3HHM IIOCTYNWJAa JEBOYKA C
renaTrocIuieHOMEraaneil, acluuTOM, HKTEPUUYHOCTHIO KOXKHBIX ITOKPOBOB, IHCIEIICUYECKUMU
paccTpoiicTBaMu (pBOTa, AMapes), BAJOCTHIO W 3aTeMHEHUEM co3HaHusA. CHUMOTOMBI Hayalld
MPOSIBIISATECS C MEPBBIX CYTOK KM3HU M HapacTaiu Ha (oHe TpyaHOro BckapmiuBaHus. U3
aHaMHe3a M3BECTHO, YTO OHA SBJISCTCS TPETUM PEOCHKOM B CeMbe, OCPEMEHHOCTh MpOTeKalia
HOPMAJIbHO, IBOE CTAPIINX MATbUYUKOB 310POBBI.

1 [IpeanonoxuTeNnbHbINA JUArHO3.

2 Kakoe uccnenoBanue Hy>kKHO IPOBECTH JIJIsl IOATBEPIKACHUS TUarnosa’?

3. Kaxkue tuner nannoro 3aboneBanus Bri 3HaeTe?

4 Kaxko#t ocHOBHOM BHJI Tepanuu 3a00JIeBaHuUs?

S. N300pa3ute poaOCIOBHYIO 3TOM CeMbH (POAUTENN KIMHUYECKU 30POBBI) U pacCUUTaiTe
BEPOATHOCTH POKJICHUS CIEAYIOLIETO 3J0POBOrO peOeHKa.

9. B nmynbMoHONOrHYeckoe OTIeNeHUE AETCKOM OOJIbHUIBI MMOCTyNMJIA AEBOYKa 8 JIeT ¢
*Kao0aMH Ha MOCTOSIHHBIM Kallelb ¢ IJI0X0 OTAESeMOl BSA3KOW MOKpPOTOM, OIbIIIKYy. PebeHok
oT 3-i1, HopMasibHOI npoTekasieil 6epemeHHocTU. Poaurenu 310poBbl. AHAMHE3 3a00JI€BaHUSA:
HeJocTaToyHasi npuOaBKa Macchl Tenla, OOMJIBHBIA JKUPHBIA CTYJ C HEPBBIX MECSIEB KU3HU;
YacThle 3aTsDKHble OpOHXUTHI ¢ Bo3pacTa 1-ro roxga. IIpu oOciieoBaHUM: COCTOSIHUE JI€BOYKU
Tskenoe. [IOHMKEHHOro MNHUTaHus, KOXHbIE IOKPOBBI OJie[JHbIE, AKPOLIMAaHO3, W3MEHEHUs
HOTTEBBIX (hajaHr MajblieB MO THUMY «OapabaHHBIX MajlO4YeK» M «4acoBBIX CTekom». [lpum
ayCKYJIbTAllMH - B JIETKUX BBICIYLIMBAIOTCS paCCESHHBIE CyXUE U BIaKHbIE XpHUIIbL. |-bIil peOeHOK
B CEMbE YMEp Ha MEPBOM MecsLe )KU3HU OT KUIIEYHOH HEMPOXOIUMOCTH. 2-0i1 peOEHOK B ceMbe-
3J10pOB.

1. [IpennonoXuTenbHbIA JUArHO3.

2. Kaxkoe oOcnenoBanre He0OX0IMMO TTPOBECTH JIJISl TOATBEPIKIACHUS JUArHO3a?

3. Kakue ¢popmbl nanHoro 3abosneBanust Bel 3Haete?

4. N300pa3ute poAoCiIOBHYIO 3TOM CeMbU M pacCUUTAlTe BEPOATHOCTb POXKACHUS

CJIeAyIoIero 60JIbHOro pebeHKa B 3TOH ceMbe.

10. B otrneneHue maTolOTUM HOBOPOKIEHHBIX JETCKOW OONBHUIBI MOCTYMUJI MAalbYUK B
Bo3pacte 16 nHei ¢ xamobamMu Ha OOWIIBHBIE CPBITUBAHUS, TIEPUOIUUECKYIO PBOTY «(DOHTaHOMY,
BBIpQXXEHHBIA AePUIMT Macchl Tena. M3 aHaMHe3a KU3HHU W3BECTHO, YTO PEOCHOK OT MOJIOJBIX
3I0POBBIX POAMTENICH, OT S5-ii HOpMaJIbHO TMPOTEKaBIIeH OepeMeHHOoCTH. Pojwpl momarinwme,
¢dusnonornueckre. HeoHnaTalbHbIN CKpUHUHT peOEHOK He mpoxoaui. Tpoe OpaTheB M cecTpa

310POBBI. [Ipy OWOXMMHYECKOM HCCJIEAOBAHUH KpPOBU BBISIBJICHA THIEPKATHUEMHUS W
TUIIOHATPUEMHUSL.

1. [IpennonoXuTenbHbId TUArHO3.

2. Kaxkoe uccrnenoBanue HyKHO MPOBECTH ISl OATBEPKICHUS TUarHo3a’?

3. Kaxue ¢opmsbl qanHoro 3aboneBanusi Bl 3Haere?



4, Kaxkas popma y nanHoro manuenra?
5. N300pa3ute poOAOCIOBHYIO 3TOH CEMBH M PACCUUTANTE BEPOSTHOCTH POKICHUS
cieayromero 00JIpbHOTO peOeHKa B CEMBE.



		2023-11-07T12:15:03+0300
	ФГБОУ ВО РязГМУ Минздрава России




