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1. Ilepeyenb KOMIETEHLMH,

YacTHYHO)™

oowenpogeccuonanvnuix (OIIK):

¢hopMupyeMbIX AUCHUNIMHONH (TMOJHOCTHIO WJIH

Kona n nammenoBanme
obmnienpodecCHoHaATBHON KOMIETCHIINN

NuauxaTop(bl) JOCTHKEHUS
o0menpohecCHOHaATHPHON KOMIETCHIIN

OIIK-4

Crnioco0OeH IpoBOAUTH KIMHUYECKYIO
JAUAarHoCTUKY U O6CJI€[[OBaHI/Ie IIannuEeHTOB

2. Buasl OHEHOYHBIX MATEepHAJIOB B  COOTBETCTBMH ¢  (OPMHPYEMBIMH

KOMIIeTeHIIUAMHU
Haumenosanune Buapl o11eHOUHBIX MaTEpPHUAIOB KOJIMYECTBO 3aJIaHUU
KOMIIETEHIINH Ha 1 KoMIIeTEeHIHIO
OIIK- 4 3amanust 3aKpHITOTO TUIA 25 ¢ pTajoHaMu OTBETOB
3agaHusa OTKPBITOrO TUIIA: 75 ¢ TaJlOHAMH OTBETOB
Bompocsr mist cobecenoBanus
CuTyalmoHHbIE 3a0a49K
OIIK-4

3agaHus 3aKpbITOr0 THIIA
3amanne 1. UncTpykuus: BeiGepure ouH mpaBUIbHBIN OTBET.

denoTunMYECKUe MpU3HaKu cuHApoma KnaitHdensTepa BKIIOYAOT:
1. HU3KOPOCIOCTh, KPHUIIOBU/IHBIE CKIIAJKH KOKU B 00J1aCTH 1I€U, MHOXKECTBEHHbIE
MUTMEHTHBIE POJUHKH, TUM(OCTa3, TOPOKHU CEPALIA U KPYITHBIX COCYAOB
2. BBICOKHI pOCT, TUIIEPrOHAaI0TPOIHBIN TUIIOTOHAAN3M, MUKPOOPXUIU3M, OECIIoNueE,
TUHEKOMACTHUs, a300CTIEPMUst

3. MuKporedans, TOTUAAKTUINS, paclieInHa ryobl 1 HeOa

4. mukpodTanbMus, paciieanHa ryosl 1 He0a, MUKpoIehaTus, OJIUIaKTHIINS

Omanon omeema: BEICOKAHN POCT, FI/IHepFOHaI[OTpOHHHﬁ TUIIOTOHAAN3M, MUKPOOPXHUIHU3M,
66CHJ’IOI[PI€, TMHEKOMACTHUs, a300CIICPMU

3ananue 2. MUuctpykuus: Beibepute oauH MpaBUIbHBIN OTBET.

HOpOK Pa3BUTHA, BCTpG‘I&IOH.IPIfICH KaK CaMOCTOATCIBHO HaCJ'IeI[yeMHﬁ IMOPOK € ayTOCOMHO-
AOMHUHAHTHBIM THUIIOM II€pCaavn, TaK U KaK CUMIITOM IIpU APYTI'UX CHHAPOMAX, HA3bIBACTCA

1. DKTpomaKkTHIHs
2. Kpunropxusm

3. Amnaszus 00JbIIOr0o Hajibla

4. T'napouedanms

Omanon omeema: IKTPOJAKTUIUA
3ananue 3. UucTpykius: Beibepute oquH MpaBUIbHBINA OTBET.
K knuHnyeckuMm npusHakam cuaapoma bexkBura-Bunemana oTHOCST
1. KpblnoBHUAHBIE CKIIAKU HA I1ee, MOHTOJIOUIHBIN pa3pes3 ria3
2. KopoTkyto 11ero ¢ u30bITKOM KOXKHU M KPbUIOBUTHBIMU CKJIaIKAMH

3. I'uneprenopusm

4, EOJ'ILI_HYIO MaccCy pu poKJACHUHN WJIN NOCTHATAJIBHOC OIICPCIKCHUC (I)I/ISI/I‘{CCKOFO pa3BUTHUA

Omanon omeema: BOJ'ILIJ_IYIO MaccCy Ipu poxXACHUHN W NIOCTHATAJIBHOC OIICPCIKCHUC

(1)1/131/111601(01“0 Pa3sBUTHUA




3amanue 4. Unctpykuusi: BeiGepuTe oauH NpaBUIbHBIA OTBET.
[ToxazaHust U1 NPOBEACHUS KAPUOTUITHPOBAHUS:
1. 3azmepkka GU3NIECKOTO U MOJIOBOTO PA3BUTHS, TUIIOTOHAIU3M, TUTIOT€HUTAIIN3M;
2. HapylIeHHE ITyPUHOBOTO ¥ MPUMUIMHOBOTO OOMEHa;
3. mpuoOpeTeHHbIe eopManry ITO3BOHOYHHUKA U TPYAUHBI, TOMYTHEHHE POTOBHUIIBI,
reraToCIUICHOMET IS,
4. mporpenueHTHas yTpaTa NPHOOPETEeHHBIX HABBIKOB, CYJJOPOKHBIA CHHIPOM, CIIACTUYECKUE
napagnau

Omanon omeema. 3aACPIKKa (bPI?:PI‘-IGCKOI‘O H IIOJIOBOT'O pa3BUTUA, THIIOTOHAANU3M,
TUIIOTCHUTAJIN3M

3ananue 5. UHcTpyknus: Beibepute ouH NpaBUIbHBINA OTBET.
CUMITOMOKOMIUIEKC, BKITIOUAIOIIUNA MUKpOLIe(anio, paciiennHy ryosl U HEOA, TTOJIMIAKTUITHIO
1 TIOJIMKUCTO3 TIOY€EK, HarboJiee XapakTepeH JUIs:

1. cunnpoma DnBapaca;

2. cuagpoma JlayHa;

3. cuaapoma Bomibda-XupnixopHa;

4. cunapoma Ilaray.

Omanon omeema: cunapoma llaray.

3amganue 6. UHCcTpyKms: BeiGepute oMH MpaBUIbHBIN OTBET.
[Tokazanust 11t MpoBeieHUsT OMOXMMHUYECKOTO HCCIEA0BAHUS HE SBIISIOTCS:
1. 3ajepxKa MCUXUYECKOTO Pa3BUTHS B COYETAHUHU C MPU3HAKAMH MOYEKHCIIOTO AUATEe3a;
2. nerkas onurodpeHus, 3aiep>kKKa MoJIOBOTO CO3PEBAHNS,
3. omurodpeHus B COYETAaHUU C OOIICH TUCTIACTUYHOCTHIO;
4. MbIlIeYHas TUIIEPTOHUS, TUIIOTIMTMEHTAIIMSI, 3a/IepP’KKa MOTOPHOTO U PEUEBOTO Pa3BUTHSL.

Omanon omeema: nerkasi oMMroppeHus, 3aJieprxKa MoJIOBOrO CO3PEBaAHUS
3amganue 7. UHCcTpyKIms: BeiGepuTe oIMH MpaBUIbHBIN OTBET.
[Tokazanust 1t MpOBeIEHUs CHIEIIMATBHBIX OMOXUMHUYECKUX TECTOB:
1. yMcTBeHHasi OTCTaJIOCTh, BPOXKACHHBIE TIOPOKU PA3BUTHUS Pa3IMYHBIX OPTaHOB U CUCTEM;
2. IPUBBIYHOE HEBHIHAIIMBAHUE;
3. KarapakTa, renaToCIUICeHOMEralus, OTCTaBaHUE B Pa3BUTHUU, HEOOBIYHBIN 3aMlax MOYH
4. MepTBOPOKJICHUE B aHAMHE3E

Omanon omeema. KaTapakKTa, IeliaToCINICHOMCEraJiusl, OTCTABAHUC B PA3BUTHH, HEOOBIYHBIH
3arax Mo4u

3ananue 8. Unctpykius: Beibepute ouH MpaBUIbHBINA OTBET.
buoxumuueckas AuarHoCTHKA MOKa3aHa Mpu:

1. coueTaHuu 3aIePKKH IICUXOMOTOPHOTO PA3BUTHUS C TUIIOMIUTMEHTAINEH U HEOOBIYHBIM
3arMmaxoM MOYH, TPOTPEIUEHTHOM YTpauyMBaHUU PUOOPETEHHBIX HABBIKOB.
THIOTEHUTAIN3ME, TUIIOTOHAIU3ME,
oecrioauu;

4. He BHIHAIIMBaHUE OEPEMEHHOCTH

wmn

Omanon omeema: coUeTaHUHN 3aACPIKKHU IICUXOMOTOPHOI'O pa3sBUTUA C TUIIONMMTMEHTAIlUEN U
HEOOBIYHBIM 3aI1aX0M MOYH, IPOTrpCAUCHTHOM YTPpauUBaHHUU l'[pPIOGpCTCHHBIX HaBBbIKOB.



3amanue 9. Unctpykuus: BeiGepuTe oauH NpaBUIbHBIA OTBET.
[Toxa3zanust 111 IpoBeAEHUS] OMOXHMMHYECKOTO UCCIIEI0OBAHUS:
1. moBTOpHBIE CITy4an XPOMOCOMHBIX ITEPECTPOCK B CEMBE;
2. oTcTaBaHuE B (PU3UYECKOM Pa3BUTHHU, T€NATOCINICHOMET M, HETIEPEHOCUMOCTh KaKHX-
A100 MUIIEBBIX POIYKTOB;
3. MHOECTBEHHBIE BPOKJICHHbIE TOPOKH PA3BUTHUS;
4. MOBTOpHBIE CIOHTAHHBIE A00PTHI.

Omanon omeema: OTCTaBaHUEC B (1)I/I3I/I‘-ICCKOM pa3BUTHUH, TCATOCIINICHOMCT aJIu s,
HEIICPCHOCUMOCTD KaKuX-J1100 IMUIICBBLIX IIPOJYKTOB

3anmanue 10. Uactpykums: Beibepure oMH paBUIBHEIN OTBET. [[UTOreHEeTHYECKUI METOT
SIBJISIETCS] PEIIAIOIINM JIJIsl TUATHOCTUKH:

1. MOHOTEHHOM MATOJIOTHUHU C U3BECTHBIM MEPBUYHBIM OUOXUMUYECKUM JIe(HEKTOM;

2. CUHJPOMOB C MHO)KECTBEHHBIMH BPOKJICHHBIMU TIOPOKAMH Pa3BUTHS,

3. XpOMOCOMHOI TTATOJIOTHH;

4. MHOTO(AKTOPHBIX OOJIe3HEN

Imanon omeema. XpOMOCOMHOM MATOJIOTHH;

3ananue 11. Unctpykuus: BeiGepure oauH NpaBUIbHBIN OTBET.
CexBennposanune /JHK - ato:
1. unentudukanus nocnenoBareabHocTH ocHoBanmii J|HK;
2. MHOTOKpaTHOE MOBTOPEHHE Kakoro-nmmbo ydactka JTHK;
3. Beimenenue ¢pparmenta JJHK, comeprkamero n3yuaeMplii TeH;
4. yBenuyeHuUe Ynclia uccaeayeMbrx yaactkoB JJHK

Omanon omeema: uaeHTUGUKAIMS TIochaenoBaTenbHOCTH ocHOBaHui JIHK;

3amanue 12. UucTpykuus: Beibepure ouH NpaBUIbHBIA OTBET.
Jlist monmyuenust oopasuoB JIHK He ncnons3yroT:

1. xpoBb;

2. CBIBOPOTKY;

3. BOPCHHBI XOpPHUOHA;

4, GuonTaThl KOKH, MBIIIIILI, [ICYCHH.

Omanon omeema. BOPCUHBI XOPUOHA;

3ananue 13. MHcTpykuus: Beibepure o1uH MpaBUIbHBINA OTBET.
(eHoTHITIYECKHE TIPU3HAKH CHHPOMA KOIIAYbero KpHKa BKITFOUAIOT:
1. HU3KOPOCIOCTH, KPHIJIOBUIHBIE CKIIAIKU KOXH B 00JIaCTH LIEH, MHOXKECTBCHHBIC
MUTMEHTHBIE POJUHKH, TUM(OCTa3, HOPOKU CepAlia U KPYIHBIX COCY/IOB
2. mpeHaTtajbHas MMIIOIUIA3Us, MUKpoLedaus, NpeaypuKyIspHble CKIAIKH, TUITOTOHUS
MBI, 3HAYUTEIBHOE CHI)KEHUE PeaKkIMM Ha BHEIIHEE pa3paKeHHue U CyJOPOKHbIE
INENNY
3. mpeHartajbHas MMIIOIUIA3Us, HEOOBIYHBIN IJ1a4, JIYyHOOOpa3HOE JIHMII0, MUKpoLedaus,
MBIII€YHAsi THIOTOHHUS
4. mukpodTanbeMus, paciennHa ryosl 1 Heba, MUKpoLeaus, Mo aaKTUIHS

Omanon omeema InpeHaTaJibHasd r'umnoIrjiasus, HEOOBIUHBIH Ijiad, J'IYHOO6pa3HOG JIMIIO,
MI/IKpOL[e(baJ'II/IH, MbIIICYHAas TMIIOTOHUA



3amanue 14. Mnctpykums: Beibepure oiuH NpaBUIbHBINA OTBET.
(dbeHoTunMuecKre Mpu3HaKy cuuapomMa Jlanrepa-I'uanona BKIIOUAIOT:
1. yMcTBEHHas OTCTaJIOCTh, OTCYTCTBHE PEUH, aTAKCHS, IPUCTYIIBI OECIPUYMHHOIO CMEXa
2. TPYWIEBUIHBIN HOC, TUIEPIUIA3Us HIKHEH YeIIOCTH, MHOKECTBEHHBIE XPSIICBbIC
HK30CTO3bI, KOHMYECKUE SMUPHU3BI, 33I€P’KKA ICUXOPEUEBOTO Pa3BUTHS, YMCTBEHHAS
OTCTaJIOCTh
nuccaHedanus, 0coOeHHOE JINIO, YMCTBEHHAsA OTCTAJIOCTh
4. oXupeHue, MbIIIeYyHasi TUIIOTOHUS, TUIIOTOHA/IU3M, MaJICHbKNUE KUCTH U CTOIIbI

w

Omanon omeema rpylIEBUIHBIN HOC, TUNIEPILIA3Us HUKHEHW YEIIIOCTH, MHOYKECTBEHHbBIE
XPSIIEBbIE SK30CTO3bI, KOHUYECKUE SMU(PU3BI, 3aJePKKa ICUXOPEIEBOTO Pa3BUTHS,
YMCTBEHHAas! OTCTAJIOCTh

3ananue 15. UHcTpykuus: BeiGepure oMH NpaBUIbHBIN OTBET.
YacTslif, OeCIpUUMHHBIA CMEX, CTIEIIM(GUIHOE JIUIO0 C TPUMACOU YIIBIOKH, TIOBTOPSIOLIUECS
KYKOJIbHBIE€ CTEPEOTHUITHBIE ABMKEHUS, OTCYTCTBUE PEUYH — XapaKTEPHO JIJIS:

1. c. Ilpanepa-Bunnu

2. c. Bugemana-bekuta

3. c. Bumbsimcca

4. c. AurenpmaHa

Omanon omeema ¢. AHTeIbLMaHa

3amanne 16. UnacTpykuus: Beibeprure ouH MpaBUIbHBIN OTBET.
Jlnarno3 MyKOBHCIIH/103a YCTAaHABIUBAIOT HA OCHOBAHUU:

1. pe3ynbTaToB OMOXMMHUYECKOTO aHATN3a MOYH U KPOBH;

2. JaHHBIX OCMOTpa 0(PTaIBLMOJIOTOM, KapAUOIOIOM U NapaKIMHUYECKIX METOIOB
HCCIIEIOBAHUS;
KIIMHUYECKUX CUMITOMOB, KOHIIEHTPAIIMK HOHOB HATPHUS U XJIOpa B IOTOBOM KUAKOCTH;
4. XapaKTepHBIX KIMHUYECKUX CUMIITOMOB, JAHHBIX IEKTPOMUOTpadUu U OpeiesICHuUs

ypOBHS KpeaTHHHUH(POCHOKHUHA3HI B CHIBOPOTKE KPOBH.

W

Omanon omeema KTAHAYECKUX CUMIITOMOB, KOHICHTpAallU HOHOB HATPHUA U XJIOpa B
IIOTOBOM KNIKOCTH

3amanue 17. Mnctpykuus: BeiGepure ouH NpaBUIbHBIN OTBET.
JlnarHoctuueckue KpUTEPUU MyKOBUCLIA103A:
1. xpoHnyeckre OPOHXOIKTA3bl, IPABOCTOPOHHEE PACIIOIOKEHUE CEP/ILIa, XPOHUUECKUE
CHHYCHTEI,
2. TpyOble uepThl Jnla, KuhoCcKoIno3, nedhopmaius IpyIuHbl, HU3KUN POCT, TOPOK KJIaraHoOB
cepua, yMCTBEHHAsI OTCTAJIOCTh;
3. pelMIuBUPYIONIME XPOHUUECKHNE THEBMOHHH, HapyIIeHHue (GYHKIUU MOKETYA0YHOM
KeJe3bl, MabaOCOPOIIHsL, OOUITBHBIN 3TOBOHHBIN CTYI;
4. 3a/epkKa pocTa, MHOKECTBEHHBIH TU30CTO3, TOMYTHEHHE POTOBUIIBI, TIOBHIIIIEHHAS
AKCKPEIUS TITUKO3aMUHOTTIUKAHOB (MYKOTIOTUCAXapHUI0B) C MOYOH.

Omanon omeema peluMBUPYIOIINE XPOHUYECKHE THEBMOHUY, HapylIeHHe (yHKIIUU
MOJDKENYI0YHOH JKeNe3bl, MaTbaOcopOLus, 0OUIBHBIN 3TOBOHHBIN CTYI

3ananue 18. Mnctpykuus: Boeibepure oiMH NpaBUIbHBINA OTBET.
JlnarHocTuueckue KpuTepun Helipopudpomarosa:
1. BpOXXJIEHHBII MOPOK cepla U MOPOK Pa3BUTHS JTy4eBOM KOCTH U €€ MPOU3BOIHBIX;



2. MHOKECTBEHHBIC MIMTMEHTHBIE ISITHA HA KOXKE, OIMMyXOJIM KOXKHBIE, TIOJIKOKHBIE H 110 XO1Y
HEPBHBIX BOJIOKOH, CKOJIMO3, TJIMOMBI 3pPUTEIBLHOTO HEPBA;

3. cebopeifHbIe aICHOMBI Ha IIEKaX, IEMUTMEHTHPOBAHHBIC MISITHA, «KO(EWHBIC» MATHA,
CYAOpOT¥, YMCTBEHHAs! OTCTaJIOCTh;

4. a"emusi, TeNaToOCIICHOMET s, «OalIEHHBIN Yepen, BOASHKA TUI0/1a.

Omanon omeema MHOKECTBCHHEIC IINTMCHTHBIC IIITHA HA KOXK€, OITYXOJIM KOXKHBIC,
IMOAKOKHBIC U IO X0y HEPBHBLIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCIIBHOTO HEPBA

3amanue 19. MUnctpykums: Beibepure oiMH NpaBUIbHBINA OTBET.
JIMarHoCcTHYeCKue KpUTepuu (PeHUIIKETOHYPHUU:
1. nBO¥CTBEHHOE CTPOCHNE HAPYKHBIX TTOJOBBIX OPTraHOB, PBOTA, JACTHIPATAIIHS,
2. mporpeccupyromue 0J1eTHOCTh ¥ THIOTPO(HS, CTUICHOMET AN, BBICTYIAIOIINE CKYIIBI 1
TI0OHBIE OYTPHI, «OAlIEHHBIN Yepen, aHEMUST;
3. MHOECTBEHHBIE TMTMEHTHBIC TISITHA Ha KOXKE, OMYXOJIM KOKHBIE, TIOJIKOKHBIE H TT0 X0y
HEPBHBIX BOJIOKOH;
4. oTcraBaHHWE B ICHXOMOTOPHOM Pa3BUTHH, MUKpOIIE(aIHs, THITOTIMTMEHTAIUS BOJIOC U
KOXKH.

Omanon omeema oTCTaBaHUE B ICHXOMOTOPHOM Pa3BUTHH, MUKpoLiedanus,
TUTONUTMEHTALINS BOJIOC U KOXKU.

3amanne 20. MacTpykums: Beibepure o1MH MpaBUILHBINA OTBET.
Jnarnoctuueckue KpuTepun cuaapoma Mapdana:
1. orcraBaHue B ICUXOMOTOPHOM Pa3BUTHH, MUKpoLedaIusl, THIONUI MEHTAIHS;
2. TOJBBIBUX XPYCTAJIUKA, TUIEPIIOABUKHOCTD CYyCTaBOB, BOPOHKOOOpPA3HOE BIABJICHUE
TPYIAMHBI, BBICOKHIA POCT, aHOMaJILHBIN pOCT 3y0O0B;
3. YMCTBEHHAs OTCTAJIOCTh, MAKPOOPXUAU3M, IITMHHOE JIULIO, BHICOKHUII JI00, MaCCUBHBIN
1oA0OPOAOK, OTTOIIBIPEHHBIE YIIIH.
4. T'uneprenopusM, OpaxugakTHINS, KpUITOPXU3M, HU3KUH POCT, TaX0Bas I'pbKa yMEpeHHasI
YMCTBEHHAs OTCTAJIOCTb

Omanon omeema NOABBIBUX XPYCTAINKa, TUIIEPIIOIBHKHOCTH CYCTaBOB,
BOPOHKOOOpa3Hoe B/IaBJICHUE IPYAUHBI, BBICOKUN POCT, aHOMAJIbHBIN POCT 3y0O0B

3amanue 21. Mnctpykuus: Beibepure oivH NIpaBUIBHBIN OTBET.

JlnarnoctTuueckrue KpUTepuu aipeHOreHUTAILHOTO CUHIPOMA!

1. runeprenopusm, OpaxuIAKTUIUS, KPUITOPXU3M, HU3KUI POCT, MaXOBBIE TPHDKU, YMEPEHHAs
YMCTBEHHAs OTCTAJIOCTb;

2. TOHaJbI MIPEJICTaBJICHBI THYKaMH, HAPYKHBIE MTOJIOBBIE OpraHbl CHOPMUPOBAHBI 110
KEHCKOMY THITY, BTOPUYHBIE TIOJIOBbIE MPU3HAKH HEJOPA3BUTHI, kKapuoTum 46, XY;

3. mporpeccupyroias BUPUIN3aliis, YCKOPEHHOE COMAaTHYECKOE Pa3BUTHUE, MTOBBIIIICHHAS
AKCKpEeLHsi TOPMOHOB KOPbI HAJIIOUYEYHUKOB;

4. yMCTBEHHasi OTCTAIIOCTh, MAKPOOPXHUIU3M, OTTOTNIBIPEHHBIE YIIIH, IIMHHOE JIUIIO,
MacCCHUBHBII MOAO0POIOK.

Omanon omeema Imporpeccupyroniass BUpuiIn3alusa, yCKOpCHHOC COMAaTHYCECKOC
Pa3BUTHUC, TOBBIMICHHAA 3KCKPEIIUA TOPMOHOB KOPbI HAATIOYCUHHUKOB

3ananue 22. UncTpykuus: Beibepure ouH MpaBUIbHBIN OTBET.
OTHONOTHUECKUE TeHeTHYeCKUe (GaKTOPhI PU MYJIbTU(HAKTOPHATIBHON MaTOIOTHH:
1. neiicTBue AByX ayjienei reHa 0OJHOTO JIOKYyCa;



N

MUKPOJENEINH U IPYTUe MUKPOTIEPECTPORKH KaKOH-INO0 XPOMOCOMBI;

3P PEeKT eTMHUYHOTO TeHa;

4. anmuTUBHBIN 3()(hEKT MHOTHUX I'€HOB C Pa3IMYHBIM OTHOCUTEIHHBIM BKIJIAZIOM KaXI0TO B
aToreHes

w

Omanon omeema aiTATHBHBIA Y3PPEKT MHOTUX TCHOB C PA3IMYHBIM OTHOCUTEIILHBIM
BKJIQJIOM Ka)X/IOTO B ITAaTOT€HE3

3amanne 23. MacTpykums: Beibepure oiMH NpaBUIbHBIA OTBET.
OnHO W3 yCIOBHIA TPOBEIECHUS MACCOBOTO OMOXMMHUYECKOTO CKPHHUHTa HOBOPOJKJICHHBIX:
1. Hu3Kas yacToTa reHa 0O0JIe3HH B MOIMYJIALINH;
2. OTCYTCTBHE METOJIOB MATOT€HETHUECKOTO JICUCHHS
3. Haymuue OBICTPOTO, TOYHOTO, IPOCTOTO B BHIMIOJTHEHUH U HEJIOPOTOTO METO/IA IMATHOCTUKU
OnoxuMuueckoro nedexra;
4. BBIpaKEHHBIN KIMHUYECKUN MOTUMOp(HU3M OOJIE3HH.

Omanon omeema Hanu4re OBICTPOTO, TOUHOTO, TPOCTOTO B BHITIOJIHEHUH U HEIOPOTOTO
METO/Ia TMATHOCTUKHA OMOXUMHYECKOTO JedeKTa

3amanue 24. acTpyknus: Beioeprure oIMH NPABWIBLHBIN OTBET.
K knHn4YecKuM NMposBiIEHUSAM CHHIpOMa Jnepca-JlaHino OTHOCHUTCS:
1. BrelpakeHHasi yMCTBEHHAsI HEIOCTATOYHOCTh
2. IN'unornukemus
3. Ilaronmornueckas XpynKoCTh TKaHEH
4. TeMopparudeckuii CHHIIPOM

Omanon omeema Ilaronoruueckas XpynkocTb TKaHEH

3ananue 25. UncTpykius: Beibepure oauH MpaBUIIbHBINA OTBET.
3ajiep)KKa pocTa, COMPOBOXKIAAMOIIASACS JAKTATAIIMI030M U HHCYJIBTOIIOA00HBIMHU AITH30,1aMHU
XapakTepHa JUIs:
1. MyxkoBucuum03a
2. MUTOXOHIpUATIBLHOTO 3a00JICBaHUS
3. I'mukoreHo3oB
4. Heitpodubpomarosa
Omanon omeema MUTOXOHIPHATIBHOTO 3a00JIEBaHUS

OIIK- 4:

3ajaHus OTKPBHITOrO THIIA:

3ananue 1 OnpeneneHue MOHATHS XPOMOCOMHBIX 00JIe3HEH

OrtanoH orBera: XpoMOCOMHBbIE 00je3HH - OoJbliasi Tpylna HacleICTBEHHBIX Ooyie3Heil ¢
MHOECTBEHHBIMU BPO’KJIECHHBIMHU IMOPOKaMU pa3BUTHA. B X OCHOBE JieKaT XpOMOCOMHBIE UITU
T€HOMHBbIE MYyTallid. JTU JIBa Pa3HbIX TUINA MYTAIMi Ui KPATKOCTH OOBEAMHSIOT TEPMHUHOM
«XPOMOCOMHBIE aHOMAJIUH

3ananue 2 OmnpeneneHre TOUKOBBIX MyTaIHii

Omanon omeema OTHOHYKICOTHIHBIE 3aMEHBbl U HEOOJbIINE JAEICLUU MOXHO OIpPEIeTUTh C
noMoinplo rubpunuzamu  obpasua JHK ¢ amnenscnenuduuHbIMEA - OJIMTOHYKIEOTHIHBIMU
npobamu U nposeieHus aenscnennduyeckor I[P, /g npoBenenus ¢mroopectentHon [P,
B KOTOpOW ajulend OyayT OTIMYaTbcs LBETOM (UIIOOPECIEHLIMH, MOXHO M0J100paTh



YHUBEpCAJbHBIC MpavMepbl U aiienscrnennuunsie 30061 Ecnu amnenscnennuynsie mpoosl
1no00paTh CTHIK B CTHIK, @ UX KOHIIBI CHA0JWUTh YHHUBEPCAJIbHBIMU MpanMepaMu, TO MOXKHO
MIPOBECTH MPOCTYIO WM MYJIbTUIUIEKCHYIO JIMTa303aBUcUMYyt0 aMmiumipukanuio. Kpome toro, B
OOJIBIIMHCTBE CIIy4aeB ¢ IOMOIIBIO KOMITBIOTEPHOTO aHanu3a nocienoBarenbHocT JJHK MoxHO
0OHApPYXUTh, YTO UCCIIEAYEMBIH MOIUMOP(HU3M H3MEHSET MOCIEI0BATENFHOCTD, ClICH(DUIHYIO
JJIS O[[HOI/IVI/I?; COTCH U3BCCTHBIX B HaCTOﬂHII/II/IV MOMCHT 6aKTepI/IaJII>HI)IX peCTpI/IKT a3

3ananue 3 OnpeencHne MPOTSHKEHHBIX TSN

Omanon omeema: I1poTsHKEHHBIC JEJIEIMH - OJTHU M3 CAMBIX CJIIOKHBIX MYTAIlMH HE TOJIBKO IS
MOKMCKA HOBBIX, HO U JUISl ONPEIECICHUS B TUArHOCTUYECKUX LENAX YK€ M3BECTHBIX. HacTto mx
OTIPENIETISIOT 10 OTCYTCTBUIO THOPHAU3AIMOHHOTO CUTHAJIa WJIU €r0 OCJIA0JICHUIO B Pa3TUYHBIX
MPUJIOKEHUSIX - OT TuOpuau3anuu no Cay3epHy A0 aHaIM3a IMUTOTEHETHYECKUX MPENapaToB C
MOMOIIIBIO0  (PITFOOPECHEHTHBIX 30HIOB. JIJIsi KJIMHWUYECKOW JIUArHOCTUKH Ppa3padaThIBAlOT
MeToauKku Ha ocHOBE [ TL[P ¢ o1leHKOW cpaBHUTETbHOW HHTEHCUBHOCTH MOJTYy4a€MbIX AMIUTUKOHOB.

3aganue 4 OnpenesieHre TaHJIEMHBIX TOBTOPOB

Omanon omeema: Jyig onpeneneHHs] YUCIIa TaHIEMHBIX MOBTOPOB B OOJIBIIMHCTBE CIydaeB
JIOCTaTOYHO TMPOBEJIEHUS aHalln3a noJuMopdu3Ma JUIMHBI aMITU(GUIMPOBAHHBIX (ParMeHTOB C
MOMOIIBIO0 3JIeKTpodope3a B aKpUIaAMHIHOM Telle WIM KanWUIIpHOTro snekTpodopesa. Pexe
TpeOyeTcs UCIOIb30BaHNe THOPUAN3AIIMOHHBIX TEXHUK, TAKUX Kak TuOpuau3anus no CayszepHy.

3amanne 5 CpaBHuUTENbHAs TeHOMHas ruopuan3anus (Comparative Genomic Hybridi zation —
CGH)

Omanon omeema: CGH — KoHKypeHTHas ruOpuan3aIus in situ Ha HOPMAITBHBIX MeTada3zHbIX
MJIACTUHKAX 370pOBOTO YesioBeka NByX reHoMHBIX JIHK-O0ubmuoTek. OqHa U3 HUX MOJydyeHa U3
aHAJIM3UPYEeMOUW TKaHHU, BTOpas — W3 KOHTPOJIBHOTO 0Opasla, B3ATHIX B AKBHUMOJISIPHBIX
KOJIMYECTBAaX M MEUEHHBIX pa3HbIMU (aroopoxpoMamu. CoBpeMeHHbIE MOIU(UKALKUKA METOla
MO3BOJISIIOT TIPOBECTH THOPHUIM3ALMIO HE TOJIBKO Ha MeTadaszHbIX XpPOMOCOMax, HO U Ha
MUKpOYHMIIAX, MPEACTaBICHHBIX Ha0opaMu kioHUpoBaHHBIX (PparmentoB /IHK. Takou Bapuant
rubpuau3amun n3BecteH kak marpuunas CGH (array CGH). Mcrounukom ananusupyemon JTHK
MOTYT OBITh JIFOOBIE SAPOCOEpKAIINE KIETKH OpraHu3Ma: TUMGOLUTHI nepudepuaeckor KPOBH.
(¢bubpobIacThl, KIETKH aMHUOTHYECKOW JKUIKOCTH U XOPHOHA, OTHEIbHbIC OJacToMephl HIIU
MOJISIPHBIE TENbIla, a TakXKe OOpas3lbl OMyXOJeBOW TKaHHW. {1 HMcclnegoBaHUsS MOXKET OBITh
JOCTYIIEH W apXUBHBIM Marepual, 3adUKCUPOBaHHBIK B (opMaluHe U 3aKIIOYCHHBIW B
napadunoBslie 010ku, B kauectBe nucrounuka JJHK myist KOHTpoabHOW OMOIMOTEKH, KaK MTPaBHIIO,
WCIOJIB3YIOT TUMQPOLHUTHI TepuPepUIecKOr KPOBH MY>KUHHBI.

3ananue 6 ['eHbl npeapacnoyIoKeHHOCTH

Omanon omeema: I'eHbl MPENpPACONIOKEHHOCTH — 3TO MYTaHTHBIE T'€HbI (AJJIeNu), KOTOpPbIe
COBMECTHMBI C POXACHHUEM U XXU3HBIO B IIOCTHATAJILHOM IEPHUOJE, HO IPU ONIPENE- JEHHBIX
HEeOJIaronpusATHBIX YCIOBUSAX CIOCOOCTBYIOT Pa3BUTHIO TOTO MIJIM MHOTO 3a00JI€BaHUS

3ananue 7 Meton Macc-ClieKTpOMETpUH.

Omanon omeema: MeToa Macc-CIEKTPOMETPUU OTHOCUTCS K TOHKUM (PU3NYECKUM METOJaM H
OCHOBaH Ha U3MEPEHUH OTHOILIIEHUS MACChl 3apsHKEHHBIX YaCTHII (MOHOB) K MX 3apsiay . B kauecTBe
MaTpuIlbl, KOoTopas mojiBepraercs jazepHomy obmyueHuio (MALDI), BbicTymaioT MOJIEKYIbI



JIHK, B KOTOpBIX JIt0OblE M3MEHEHUS (MyTalluH, aJlJIEIbHbIE BADUAHTbI) IPUBOAT K U3MEHEHUIO
Macchl. MeToJ1 I0CTaTOuHO TPYAOEMOK, TpeOyeT BRICOKOKBATU(HUIMPOBAHHOTO MepcoHana. B To
JKC BpEMs METO 06J1a,naeT " pAaA0OM HCCOMHCHHBIX MPCUMYIICCTB: ITO3BOJIACT ITPOBOAUTL aHAJIN3
6ompmroro yncna JJHK-po6 ¢ BBICOKOW CKOPOCTHIO U TPOU3BOUTEILHOCTBIO.

3ananue 8 AHOMaJINU MOJIOBBIX XPOMOCOM

Omanon omeema: AHEYIIIONIUH IO IOJIOBBIM XPOMOCOMaM, KaK INPaBUIO, XapaKTEPHU3YIOTCS
0oJiee MATKUMH KIMHUYECKUMHU CUMIITOMAMH 0 CPAaBHEHHIO C AUCOATaHCOM YHCIIa ayTOCOM. Y
YeJIOBeKa OHHU IMPEJCTaBICHHl MOHOCOMHEH IO XpOMOCOME€ X W pa3IMYHBIMH BapHUaHTaMH
MIOJIUCOMUH TIO TIOJIOBBIM XpoMocoMaM. [lonrcomMun 1o moJioBeIM XpoMocoMaM ITO OoJbIiast
rpynma  XpOMOCOMHBIX  OOJIe3HEH,  MpPEACTAaBICHHAs  PAa3IMYHBIMH  KOMOHWHAIMSIMH
JOTIOJTHUTENBHBIX X- WM Y-XpPOMOCOM, a B CIy4asx MO3aHWIM3Ma - KOMOWHAIMSIMHU Pa3HBIX
KJI0HOB. OOImas dYacToTa IMOJHUCOMHU TO X- WIH Y-XpOMOCOMaM CpPEIH HOBOPOXKICHHBIX
cocrasigeT 1,5:1000-2:1000. B ocroBHOM 310 moaucomun XXX, XXY m XYY. Mo3audHsie
(hopMBI cOCTaBIISIOT puMepHO 25%

3amanne 9 KinHMKO-IIMTOreHeTHYecKas XapakTepucTHKa cHHapoMma CHHAPOM TpHUILIO-X
(47,XXX)

Omanon omeema: Cpenn HOBOPOXKIEHHBIX IEBOYEK 4YacToTa cuHApoma coctasisieT 1:1000.
Kenmunbl ¢ xkapuotunom XXX B MOJTHOM WM MO3aWYHOM BapHaHTE HUMEIOT B OCHOBHOM
HOpMaJibHOE (PU3UUYECKOE M TICHUXUYECKOE pa3BUTHE, OOBIYHO BBISABISIOTCA CIy4auHO MpH
obcrmenoBaHuU. ITO  OOBACHSETCS  TeM, 4YTO B  KJIETKax JBEe  X-XpPOMOCOMBI
reTepoXpOMaTHHU3UPOBAHKI (JBa TelblLia MOJIOBOTO XpOMAaTHHA), 2 PYHKIMOHUPYET JUIIb OJIHA,
KaK U 'y HOpMaJIbHOU eHIIHUHBI. Kak mpaBuiio, y >KeHIIUHBI ¢ KApUOTUIIOM XXX HET OTKJIIOHEHUH
B MOJIOBOM pa3BUTHH, OHA HMEET HOPMAIbHYIO IUIOJJOBUTOCTb, XOTSI PHUCK XPOMOCOMHBIX
HapyIIeHUH y TOTOMCTBA U BOBHUKHOBEHUS CIIOHTAHHBIX a00PTOB MOBbIIIeH. IHTemeKkTyansHoe
pa3BUTHE HOPMAJIBHOE WJIM Ha HH>KHEHW IpaHuLle HOPMBI. JIMIIb Y HEKOTOPBIX KEHILIUH C TPUILIO-
X ecTb HapyleHHUS PEnpOayKTUBHOW (YHKIMH (BTOPUYHAS aMEHOpPEes, AUCMEHOpPEs, paHHss
MEHOIIay3a U Jp.).

3amganne 10 KnuHUKO-IIUTOTEHETHYECKas XapakTepucTuka cuaapoma Cunapom Kisiidenbrepa
Omanon omeema: DTOT CUHAPOM (B TIOJHOM M MO3aHMYHOM BapHaHTaxX) BCTPEYAETCS C YaCTOTOH
1:500-750  HOBOpOXIEHHBIX  MajbuukoB. IlpucyrcTBue  Y-XpOMOCOMBI  OMperenseT
dbopMupoBanre Mykckoro moia. [lo mepuosa moJOBOrO CO3pEBAaHUS MAJbUUKU PA3BUBAIOTCS
MOYTH HOPMAJILHO, JIUIIb C HEOOJBIIUM OTCTABAHHEM B IICUXHUYECKOM pa3BUTUU. | eHeTHUUeCKUH
nucOanaHce B CBsI3U C 100ABOYHOU X-XPOMOCOMOU KIIMHUYECKU MPOSBISETCS B MEPUO]I TIOJIOBOTO
CO3pEBAHUS B BUJI€ HEJOPA3BUTHUS AMUEK U BTOPUYHBIX MYKCKHUX MOJIOBBIX PU3HAKOB. BoJibHBIE
UMEIOT BBICOKUH POCT, KEHCKUH THUI TEJIOCIOXKEHHS, TMHEKOMACTHIO, C1a00e OBOJIOCEHHE JIUIIA,
MOJMBIIIEYHBIX BMAAUH U JOOKa. SIMUKM yMEHBIIEHBI, THUCTOJOTHYECKH OOHApPY>KUBAIOTCS
JIEreHepalns TePMUHATUBHOTO OJIUTENUsS W THAJIMHO3 CEMEHHBIX KaHAaTUKOB. boJbHbIE
OecruIoAHbI (a300CHepMUs, OJIUTOCIIEPMUS]).

3ananue 11 KnuHuko-uurorenernueckas xapakrepuctuka cuaapoma Cunnpom Illepemesckoro-
Tepuepa

Omanon omeema: ITO eTUHCTBEHHas: (opMa MOHOCOMUU Yy KUBOpoxkaAeHHBIX. He menee 90%
3ayaTud ¢ kKapuotunom 45,X aboprupyercs cnontaHHo. Monocomus X cocrasuser 15-20%



cpeau BceX aHOMAIBHBIX KapHOTUIOB abopTycoB. YactoTta cunapoma lllepemesckoro-Tepuepa
paBHa 1 : 2000-5000 HOBOpOXAEHHBIX nAeBoyek. LluToreHeTmka cuHApOoMa MHOrooOpa3Ha.
Hapsiny ¢ ucTtuHHOW MOHOCOMHMEHW BO Bcex Kierkax (45,X) Bcrpewarorcs npyrue (OpMbl
XPOMOCOMHBIX aHOMAJIUK IO TOJOBBIM XPOMOCOMaM. DTO JEJeIHHA KOPOTKOTO WM JUIMHHOTO
mieda X- xpoMocoMbl [46,X,Xp-; 46,X,XQ0-], m3oxpomocombl [46,X,i(Xq); 46,X,i(Xp)],
KoJiblieBble XpoMo- coMbl[46,X,R(X)], a Takxke paznuyHbie BapuaHThl Mo3aunmzma. Jlums 50-
60% mamumentok ¢ cunapomom lllepemenckoro-TepHepa UMEIOT MPOCTYIO MOJTHYIO MOHOCOMHUIO
(45,X). Enuncrennas X-xpomocoma B 80- 85% ciyyaeB uMeeT MaTepUHCKOE TPOUCXOKICHUE U
mumb B 15-20% - oTtmoBckoe. B oCTanmbHBIX Cilydasix CHHAPOM OOYCIIOBIIEH Pa3HOOOpPa3HBIM
MozauruzMoM (B 1enom 30-40%) u Gonee peaKMMHM BapuaHTaMU JENEIUH, U30XPOMOCOM,
KOJIBIIEBBIX XpOMOCOM. KITMHUYECKH CHHIPOM TPOSIBIISICTCS B 3 HANPABJICHUSAX: * TUIIOTOHAIN3M,
HE/IOPa3BUTHE TIOJIOBBIX OPTraHOB W BTOPHYHBIX TOJIOBBIX MPU3HAKOB; * BPOKICHHBIC MOPOKH
pa3BuTHs; * HU3KHH pocT. CO CTOPOHBI MOJOBOW CHCTEMBI OTMEYAIOTCS OTCYTCTBHE TOHAJ
(areHe3wst TOHAM), TUNOIUIA3Msl MAaTKM M MAaTOYHBIX TpyO, TEpBUYHAs aMEHOpes, CKYIHOE
OBOJIOCEHHE JIOOKA U ITOIMBIIICUYHBIX BIIAINH, HEJIOPA3BUTHE MOJIOYHBIX XKeJle3, HEOCTaTOYHOCTh
ACTPOTEHOB, U30BITOK TUNO(GU3APHBIX TOHAIOTPOITIUHOB.

3anannel2 YucmoBble HApYIIEHHS ayTOCOM.

Omanon omeema: C KIMHUYECKOW TOYKHM 3pEHMSI UHCIOBBIE HApyHNIEHUS ayTOCOM
XapaKTEepPU3YIOTCs CIIEAYIOIMMU OCHOBHBIMH MPH3HAKaMU: -BHYTPUYTPOOHAs U MOCTHATaJIbHAs
3aJiepXKKa poCTa; -KOMIUIEKC JIUCMOP(PUUECKMX HapyIIeHUHW, OCOOCHHO aHOMAJIMM JIMLA,
JMCTAJIbHBIX OTAEJIOB KOHEYHOCTEH M IOJOBBIX OPraHOB; -BPOXKJICHHBIE MOPOKH pPa3BUTHS
BHYTPEHHUX OPI'aHOB, Yallle BCETO - MHOXKECTBEHHBIC; ~HAPYIIEHNSI YMCTBEHHOT'O Pa3BUTHS. XOTsI
IPUCYTCTBUE JTFOOOH U3 3TUX YEThIPEX IPYII MPU3HAKOB HE CUUTAIOT 00SA3aTENIbHBIM IIPH TOM WIIN
MHOM CHHJIPOME, YMCTBEHHAs OTCTAIOCTb - OJJHO U3 Hanbosiee TUIMYHBIX HApyLICHUH.

3amanne 13 KiIuHUKO-IIUTOTEHETHYECKas XapaKTepucThka cuHapoma JlayHa (TpucoMmus
XpOMOCOMBI 21).

Omanon omeema: Hanbosnee pacrnpocTpaHeHHOE XpoMOcoMHOE 3a0oseBanue. [lomynaunonnas
yactoTa coctanisier 1:600-700 HoBopoxkaeHHBIX. [[uTOoreHeTnueckue BapuanTol cuapomMa Jlayna
paznooOpa3usl OcHOBHYIO ja0ii0 (10 95%) cocraBnsoT ciaydau NOJHOM Tpucomuu 21,
BO3ZHMKAIOIIME BCJEACTBUE HEPACXOXKIEHUS XPOMOCOM B Meuo3e. Bkiaag MaTepuHCKOTro
HEpacXOoXXJeHHs B rameTuyeckue Gopmbl Oosie3nu coctaBisieT 85- 90%, a OTIOBCKOTO - TOJIBKO
10-15%. ITpumepno 75% HapyllleHUH BOSHUKAIOT B IEPBOM JIEIEHUU MEH03a Y MaTepu U TOJIBKO
25% - Bo BTOpoM. Oxono 2% aered ¢ cunapoMoM JlayHa UMEIOT MO3auyHbie OPMBI TPUCOMUU
21 (47,+21/46). Ilpumepno 3-4% OONBHBIX UMEIOT TPAHCIOKAIMOHHYIO (OPMY TPUCOMHUU IO
TUIY POOEPTCOHOBCKUX TPAHCIOKAIIMKA MEXAY aKpOIEHTpUYeCKUMH xpomocomamu (D/21 wu
G/21). Okoyo OJHOW UYETBEPTH TPAHCIOKAIMOHHBIX (OPM HACIEAYIOTCSA OT POAUTEIICH-
HOCHTEJICH, TOT/[a KaK TPH YETBEPTH MX BO3HUKAIOT de NOVO. OCHOBHbBIC KITHHUYECKUE TPU3HAKU
CHUH/IpOMA: THIMYHOE IMJIOCKOE JUI0, Opaxuiiedanus , aHOMalIUU TJ1a3 (MOHTOJIOUIHBIH pa3pes
IJ1a3, SMUKaHT, NATHA bpymidunbpaa, paHHsas katapakta , MHOIUS ), OTKPBITBIM POT, aHOMAJIUU
3y00B, KOPOTKHH HOC, TJIOCKAasi TEPEHOCHIIa, W30BITOK KOXH Ha IIee, KOPOTKHE KOHEYHOCTH,
MomepeyHasl 4YeThIpexmnanblieBas JaJOHHAs CKJIaKa, MIMPOKUU TpoMexyTok mexay | u I
najgplaMu cTombl. M3 MOpPOKOB BHYTPEHHUX OpPraHOB YAacCTO OTMEYAIOT BPOKIACHHBIE MOPOKH
cepana (AePeKThl  MEXOKEIYIOYKOBOM U  MEXIPEACEPAHOW TMEPETOPOIKH, OTKPBITHIA



aprepuanbHbid  npotok) M JKKT, koTopple B 3HAYUTENBHOU CTENEHU OIPEAEISAIOT
IIPOJIOJKUTENBHOCTD XKU3HU MALIMEHTOB ¢ cUHAPOMOM JlayHa. BoabIIMHCTBO OONBHBIX CTPAJAIOT
YMEPEHHOU MJIM TSDKEJIOW CTETIEHBI0 YMCTBEHHOW OTCTaNOCTH. bonee msarkue (eHOTUIMHUYECKHE
MPU3HAKK XapaKTEePHBI JIS TALMEHTOB C MO3aMYHBIMU (POPMAMU CHHIPOMA.

3ananue 14 KnuHuKo-IMTOreHeTHYECKasi XapakTepucTiuka cuaapoma [laray.

Omanon omeema: IonmynsuuonHas yacrora Bapsupyet B auamazone 1:7800-14 000. 3aboneBanue
BO3HMKAET IPEUMYIIECTBEHHO BCJIEACTBUE TPUCOMHUM XpOMOCOMbI 13, Kak mpaBuio,
MaTEpPUHCKOI0 MPOUCXOKIAeHUs. KpoMme TOro, pa3BUTHE CHHAPOMA MOXKET OBbITh CBS3aHO C
TPaHCIOKAllMOHHBIMHU BapuaHTaMu (pOOEPTCOHOBCKHME TPAHCIOKAIMH), MO3aUUHbIMH (popMamu,
JOTIOJTHUTEIBHOU KOJIbLIEBOW XpoMocoMou 13 u nzoxpomocomamu. Knnanuecku cunapom [atay
XapakTepu3yeTcs MUKpoledaaue, paciieIuHaMyu BepXHEH T'yObl 1 HEDA, HU3KO MOCAKEHHBIMHU
Ne(pOPMUPOBAHHBIMHU YIIHBIMH PaKOBMHAMH, MHUKPOTE€HUEHW, TUIOTEIOPU3MOM, IUCIUIa3HeH
CETYaTKH, MOJUAAKTHINEH, MOMEPEYHOU JIAJOHHOW CKJIAJKOW U MHOKECTBEHHBIMH IMOPOKAMH
BHYTPEHHUX OpraHoOB: BPOKJIEHHBIMM MOPOKaMH cepAua (edeKTbl Meperopogok U KPYMHBIX
COCY/IOB), HE3aBEPIICHHBIM TIOBOPOTOM KHUIIEYHUKA, MOJUKHUCTO30M TOYEK U yIBOECHUEM
Mo4eTo4yHHKa. OOHapyXUBalOT KPUNTOPXU3M, THUIOIUIA3HI0 HAPYXKHBIX IOJOBBIX OPraHOB,
yIBOEHHE MaTKU U Biaranuuia. /s nered xapakrepHa riryookast uanoTus. [Ipo1oKuTenbHOCTD
YKU3HHU, KaK MPABUIIO, COCTABIISET 2-3 MEC U PEAKO JOCTUTAET OJTHOTO TOJIa.

3aganue 15 KIMHUKO-IIMTOreHETHYECKasi XapaKTEPUCTHKA CUHAPOMAa DJIBapca.

Omanon omeema:. llonynsaiuonHas 4vactota cocrasiser 1:6000-8000 cmydaeB. Btopoe 1o
pacnpocTpaHeHHOCTH Tociie cuHapoMa J[layHa xpomocomHoe 3a0oJieBaHue. BoJBIIMHCTBO
ciydaeB (90%) cBsi3aHo ¢ noJHOW (popMOU XpoMocoMBI 18, BO3HMKAIOIIEHW BCIEICTBUE OMIMOOK
MEepBOro JIEJCHUS MEHO3a y Marepu. TpaHCIOKAallMOHHBbIE BAapUAHThl PETUCTPUPYIOT KpaWHe
peako. Kputuyeckud peruoH, OTBETCTBEHHBIM 3a (OPMHPOBAHHE OCHOBHBIX KIMHHYECKUX
MPU3HAKOB CUHAPOMA, - cerMeHT 18q1 1. HoBoposkieHHbIE C CHHAPOMOM DIBap/ica UMEIOT MAIYIO
Maccy Tena. OCHOBHbIE JMArHOCTMYECKHWE MpPHU3HAKU 3abosieBaHus: jAojiuxouedanus,
TUIEPTEIOPHU3M , HU3KO TOCAXKEHHbBIE YT aHOMATbHOUW ()OPMbI, MUKPOTHATHUS , MUKPOCTOMUS U
CKOIICHHBIM TOM00pPOJOK. Bo03MOXHBI aHOManMM pPa3BUTHS KOHEUYHOCTEH, OTCYTCTBHUE
JUCTATBbHOU CKJIQJKM Ha MU3UHIE W TUMOIUIa3us Horted. M3 MOpOKOB BHYTPEHHUX OpPraHoOB
XapaKTepHbIMU CUYUTAIOT KOMOMHHPOBAHHBIE TMOPOKU CEPACYHO-COCYTUCTOU CHCTEMBI,
HE3aBEpIICHHBIM MOBOPOT KUIIEYHUKA, MOPOKH Pa3BUTHS MOYEK M KpUOTOpXu3M. OTMmeuaror
3aJIep>KKY IICUXOMOTOPHOTO Pa3BUTHS, UAUOTHIO, UMOCIIMIIBHOCTD. [IpoA0KUTENBHOCTD KU3HU
OOBIYHO HE TMpeBbIIaeT OAHOTO TroAa. TpucomMuum mo xpomocomam 8, 9 u 14 cpeau
HOBOPOKJICHHBIX PErUCTPUPYIOT peaKko. Onrcanbl eqMHUYHBIE CTydal HEKOTOPBIX TPUCOMUH.

3ananue 16 KnMHUKO-IMTOreHEeTHYECKas XapaKTepUCTUKaA CUHIpOMa TpucoMuu o Xp 8.

Omanon omeema: Penkoe 3a0oneBaHMe, 4acTOTa KOTOPOro B nomynsuu coctasuser 1:50 000.
Bo3HuKaeT B pe3yapTaTeé XpOMOCOMHOI'O HEPACXOXKICHHSI B COMAaTHYECKHUX KJIETKaxX Ha PaHHHUX
CTagusX pa3BUTHA. TpucoMus § raMeTHUEcKOro MPOUCXOXKIEHHUS XapaKTepu3yeTcs, Kak ObLIo
OTMEYEHO BBIIIE, PAHHEH SMOPHOJIETATBHOCTBIO. Y HOBOPOXKICHHBIX OOHApYKUBAIOT Kak
MOJIHBIE, TaK M MoO3auyHble (OPMBI TPUCOMHM, TIPH OTOM KOPPEISAIMSA MEXIY
pacrpoCTpaHEHHOCTHIO AaHEYTNIOMIHOTO KJIOHA U TSXKECThIO 3a00JIeBaHUs OOBIYHO OTCYTCTBYET.
OCHOBHBIE TMArHOCTUYECKHE MPU3HAKH CHHIpOMA: Makpouedanus, MUKPOTHATUS, MACCUBHBIN
BBICTYIAIOUINH JI00, IUPOKasi CIIMHKA HOCA U OOJbIINE OTTONBIpeHHbIEe yiu. Cpeau aHoMamuu



ckenera oOHApYKHUBAIOT 100aBOYHBIC pedpa U TO3BOHKH, 3aKPHIThIE CIIMHHOMO3TOBBIC TPHIKHU B
[IEHHOM W TPYIHOM OTJIEJIe TM03BO HOYHHKA, allIa3ui0 M TUTOILIA3UI0 HAJIKOJICHHUKA, a TaKKe
KOPOTKYIO MICIHO. OTMeuaroT MHOXECTBEHHEIE KOHTPAKTypbl CYCTaBOB, KJIMHOAAKTUIIUIO U
KaMIITOOAAKTHUIIUIO. CpeHI/I INOPOKOB BHYTPCHHUX OPraHoB pacCHpOCTpaHCHbI aHOMAJIMU
MOYEIOIOBOU (THAPOHE(DPO3) U CEepACUHO-COCYTUCTOH CHUCTEMBI (Ie(EeKThl MEePEropoioK M
KPYIIHBIX COCYZIOB). Y OOJBHBIX OTMEUAIOT 3a/IeP’KKYy IICUXOMOTOPHOTO M PEYEBOTO Pa3BUTHS.
Wnremnekr O6I)I‘-IHO CHUXCH.

3ananue 17 KnMHUKO-IUTOreHEeTHYECKas XapaKTepUCTHKA CUHIpOMa TpucoMuu 1o Xp 9.
Omanon omeema:. B OOJNBIIMHCTBE cCilydyaeB 3a00jieBaHHE OOYCIIOBJICHO HEPACXOXKIACHHUEM
XpOMOCOM Ha paHHUX CTaJUSAX PA3BUTHUSA, U TOJBKO MHOI/IAa OHO CBS3aHO C I'aMETUYECKUMU
MyTauusMu. Bo3MOKHBI NOJIHBIE U MoO3auuHble (opMbl. OCHOBHbBIE KIMHUYECKHE MPU3HAKH:
nonuxonedanus, TIyOOKO MOCaKEHHBIE IJ1a3a, BHICOKUU JIOO, IIMpOKasl MEePEeHOCUIIa, BHICOKOE
HEDO (YacTo C paciIeTnHON), MUKPOPETPOTHATHS, IePOpMAIIHsl YIITHBIX PAKOBUH M KOPOTKAs IIIES.
OTMmeudaroT aHOMaJMHM CKeJeTa, BKJIIOYAloIlMe AWCIUIa3uI0 Ta300€ApEeHHOr0 CYyCTaBa, BBIBUX
JIOKTEBOT'O WJIM KOJIEHHOTO CYCTaBa, aTOJIOTHYECKUE N3MEHEeHUs pedep. 13 OpoKOB BHYTPEHHUX
OpraHoOB THUIIMYHBI AHOMAJUHU CepAedyHO-cocynucTor, MouenonoBod cucreM u JKKT.
BonbmmHCcTBO HOCHTENEH TPUCOMUU 9 IOTMOAOT B TIepBbIe 4 MeC KU3HU, IPEUMYILECTBEHHO OT
pecnupaTOPHBIX HHPEKIUH.

3amanne 18 MonHoreHHble (OPMBI HACJIEICTBEHHBIX OOJIe3HEW: KiacCU(UKAIUs, ITHOJIOTHUS
Omanon omeema. MOHOT€HHBIE HACIEICTBEHHEIE 00JIE3HH 3aHUMAIOT 0CO00€ MECTO B IIATOJIOTHHU
YeJIOBEKa B CHJTYy M3YYCHHOCTH MX MpHUposl. CorlacHO 3TOW KiacCU(pUKAIIMK BCE MOHOTECHHBIE
HacJeACTBEHHBIE OOJIC3HU JCNIATCS Ha: - ayTOCOMHBIC JIOMUHAHTHEIE, -AyTOCOMHBIE PEIICCCUBHEIE,
-X-CIeTUICHHBIE JIOMUHAHTHBIE, -X-CIEIJICHHBIE PEIeCCUBHBIC, -Y-CICIUICHHBIE 3a00JI€BaHUS.
HekoTopsie aBTOpHI CroJa K€ BKIIOYAIOT MOHOTE€HHBIE MUTOXOHApPUAIbHBIC 007e3HU. OCHOBOH
IpYrow KiIacCH(pUKAIMK MOHOTCHHBIX HACJCACTBEHHBIX OOJIE3HEH SBJSETCA TO, Kakas W3
MOJIEKYJIAPHBIX (YHKIUK HapylIaeTcs B Clydae MyTalluM B COOTBETCTBYIOIIEM TeHe. Yucio
MOJIEKYJIAPHBIX (DYHKIMHK y pa3HBIX HCCIIE0BATEICH BapbUPYyeT, HO B OOJIBIIMHCTBE CIIy4aeB K
HUM OTHOCSIT CJEAYIOIIUE: CIIy4ae MYTallMk B COOTBETCTBYIOIIEM I'eHE. UHCIO0 MOJICKYISPHBIX
(GYHKIMHA y pa3HBIX HCCIIEIOBATENIed BapbUPYyeT, HO B OOJIBIIMHCTBE CIy4aeB K HUM OTHOCST
CIIEyIOIINe: -CBSI3bIBAaHME OEJIKOB C HYKJIECHHOBBIMU KHCIOTaMH, (epMeHTaTUBHBIE,
TPaHCIOPTHBIE, -MOTOPHBIE (DYHKIUH, -PETYISIHNIO TPAHCKPUIIIIUH, ~-CUTHAIBHYIO TPAHCIYKIIHIO,
-CTPYKTYpPHYIO (DYHKILHIO, CBS3BIBAHHE C JIMTAHJOM, -IIANEPOHHYIO (YHKIIHIO,-PEr YIS0
AKTUBHOCTH ()EPMEHTOB H T.J

3amanue 19 MoHoreHHble (GOpPMBI HACIIEACTBEHHBIX OOJIE3HEH: OCOOCHHOCTH KIMHUYECKOW
KapTHUHBI

Otanon otBera: KiMHuYeckas TeHETHMKa Bcerja oOmupajgach B CBOMX MPHUHIUIAX Ha
3aKOHOMEPHOCTH, YCTaHOBJICHHBIE JKCIIEPUMEHTAIIbHOW TI'eHETHMKOW. OnHa W3 OCHOBHBIX U
HauboJiee CTapblX aKCMOM KIMHUYECKOW MEIUIMHBI CBOJUTCS K TOMY, 4TO OOJe3Hb JH000H
THONOTUN  (MH(PEKIIMOHHOW, TpPaBMaTHUYECKOW, aIMMEHTapHOW, TOPMOHAIbHOW U [p.)
MPOSIBIISIETCS. HEOJUHAKOBO y Pa3HBIX WHAWBUJIOB, MO3TOMY HY)XHO JIEUUTh HE OO0JIe3Hb, a
60sbHOTO. B psifie cinydaeB KIMHMYECKast KApTUHA OJJHOTO M TOTO K€ 3a00JI€BaHUs BapbUPYET OT
CTepThIX (OpM /0 TOKENEHINNX KIMHUYECKHX MNposBieHUH. DOpMUpOBaHUE KIMHHUYECKOW
KapTUHBI CBS3BIBAIOT C OCOOCHHOCTSMHU JICMCTBHUS 3THOJOTHMUYECKUX (DaKTOpOB (Hampumep,



BHUPYJICHTHOCTb BO30YyIUTENs), UCXOJHOTO COCTOSIHHSI OopraHu3ma (MMMYHHBIM CTaryc, oOMEH
BEIIECTB), COIMYTCTBYIOLIMX YCIOBUHU (CTpecc, Temmneparypa). Kpome Toro, mpusHaercs poJib
BPOKJIEHHBIX XapaKTEPUCTUK OpraHW3Ma B IAaTOTE€HE3€ M KIMHUYECKOW KapTUHE OO0JIEe3HEU.
Kazanock Obl, MOXXHO OXHAaTh Oojiee WM MEHee YHU(HUIMPOBAHHOW KIMHUYECKOW KAPTHHBI
KaKOHU-JIN0O HO30JIOTHYECKOU (POPMBI T€HHBIX O0JIE3HEH, TOCKOJIBKY STHOJIOTHYECKHH (aKTOP ISt
BceX OOJNBHBIX C 3TOW (HOPMOW OJMHAKOB (MyTalHMs B COOTBETCTBYIOIIEM TI'€HE), a MaTOreHe3
pa3BepThIBaeTcs Ha (POHE JKECTKO JAECTEPMUHHPOBAHHOIO KOHTPOJIS T€HHOW aKTUBHOCTH. Takou’
BBIBOJ I10/ICKa3bIBaJl OOLIET€HETUYECKUHU B3IJISII HA MOHOT'€HHO JETEPMHUHHUPYEMBIE COOBITHS.
OpHako KIMHUYECKass MpaKTUKa I0Ka3ajla, YTO CHUMIITOMAaTHKAa HAcJeACTBEHHbIX OOJie3HEUW
paznuuHa. [Ipy HakoTUIeHNH HAOMIOIEHUH OJTHUX U TEX YK€ HO30JIOTHYECKUX (POPM 0Ka3alloCh, UTO
KIIMHUYECKUH TOJUMOP(U3M T€HHBIX 00JIe3HEW BBIPA’KEH HE MEHBIIE, YEM HEHACJIEICTBEHHOW
natosiorud. [Ipm MHOrux 3a0oyieBaHMSIX, JOCTATOYHO XOPOLIO M3YYEHHBIX Ha KIMHUYECKOM,
T€HETUYECKOM U MOJIEKYISIPHOM YPOBHSIX, HET CTPOrOM KOPpENSILIUA MEXIYy TeHOTHIIOM H
(dheHoTuUIOM.

3amanne 20 MonoreHHnbie GOpPMBI HACIEACTBEHHBIX OOJIE3HEH: TOHATHE O KIMHUYECKOM
nouMopduzme

Omanon omeema KimHndeckuu moauMoppu3M reHHbIX 00J1e3HEU POSIBIISIETCS B Pa3HBIX CPOKax
Havasa 3a00J1eBaHuUs, TIOJHOTE U TSHKECTH CUMIITOMATHKHU (TITyOHMHA MaTOJIOTHYECKOTO MPoIiecca),
MPOJIOJDKUTETFHOCTH  OOJIE3HH, CTETIEHH WHBATUIHOCTH, TOJEPAaHTHOCTH K TEpamuu, B
COKpAIEHUH TMPOJOJIKUTEILHOCTH XKHU3HU. BMecTe ¢ TeM cieAyeT MOoJUYepKHYTh, YTO T'€HHbIE
00JIe3HM HEe MMEIOT IUIaBHBIX IMEPEXO0J0B OT HOPMBI K martosioruu. Jlaxke camast yerkas ¢gopma
0one3Hn 00s3aTeNbHO HMEET MHUHHUMAJbHbIE AMATHOCTUYECKUE KpUTepuu. [eHeTnueckoe
MPaBWJIO TJIACUT: HOPMAIbHBIW T€HOTUI JACTEPMUHHUPYET HOPMAJIbHBIH (PEHOTHUII, @ MYyTaHTHBIW
TEHOTHI JCTCPMHHHPYET MYTAaHTHBIK (eHoTun (0one3Hb). [eHeTHYecKoW MNPUIYNHOH
noJMMOpQu3Ma MOKET ObITh SIBICHHE B3aUMOJICUCTBHSI IJIaBHOTO I'eHa M T€HOB MOAU(UKATOPOB
(omucra3,  0COOEGHHOCTM  MHAKTUBAlMM M JI030Basi  KOMIIGHCAIMSl ~ X-XpPOMOCOMBI,
LUTOIIA3MATUYECKU U TE€HOM), C IPYTOH CTOPOHBI - 3TO MOTYT OBITh U (DAaKTOPHI BHEIIHEH CPEJIbI,
B KOTOPBIX OCYIIIECTBIISIETCS pa3BuTHE MHAMBUIA. K HacTosIeMy BpeMEHU HaKOIUJICS OTPOMHBIA
(bakTuyecku MaTepuai no GEeHOMEHOJOTUN KIMHUYECKOTO MOIUMOP(PHU3Ma OTIENbHBIX POpPM U
(bakTopam, ero onpenesonM. B nepyto ouepes cieyer paccMaTpuBaTh 3HaU€HUE XapakTepa
MyTallud B KOHKPETHOM JIOKYCe Ui MposBieHUs Ooyie3HH win GopMupoBaHus (EeHOTUIIA
(mytanTHOrO). [lepBHUHO BO3HUKIIINE U YHACIEAOBAHHBIE OT MPEIBIIYIIUX TOKOJICHUH MyTalluU
HUMEIOT JOCTATOYHO CXOJHOE€ (DEHOTUIIMUYECKOE MPOSIBICHUE, T.€. [UTUTEIbHOCTh YHACIEIOBAHUS
MyTallUd HE OTpaXaeTcs Ha KIMHUYECKOM moiuMopdu3me reHHbIX Oosne3nen. Kak
MOAYEPKUBAIIOCH BBIIIIE, IECATKHU U JTaXKe COTHU Pa3HBIX MyTalluU (1 1aXKe pa3HbIX TUIIOB) B OJJTHOM
U TOM JKe JIOKYCE BEyT K OJTHOM U TOH ke 0ojie3HH. B 60obIIMHCTBE ClIydaeB XapakTep MyTalluu
HE ONpeJeNnsieT KIMHUYECKYI0 KapTUHY 0oJie3HU. DEeHOTHII onpeienseT NepBUYHbIN 3(h(eKT reHa
(HeT mpoIyKTa WM MaJlo MPOIYKTa).

3ananue 21 ['eHeTnueckast TeT€pOTE€HHOCTb.

Omanon omeema: TloHITHE TEHETUYECKOW T€TEPOTEHHOCTH O3HAUYAET, YTO KIMHHYECKas (opma
TeHHOW OOJIe3HM MOXET OBITh OOYCIIOBJIEHa MYyTAalMsIMH B Pa3HbIX JIOKYCaxX WM Pa3HBIMHU
MYTalUSIMH B OJTHOM JIOKyce (MHOXKECTBEHHBIC aJlIesin). SIBIeHIe TeHETUYECKOW TeTEPOT€HHOCTH
HOCHT OOIIUK XapaKTep, €ro y:Ke MOKHO Ha3BaTh MPABUIIOM, ITOCKOJIBKY OHO paclpoCTpaHseTcs
Ha Bce OEJKM OpraHu3Ma, He TOJIBKO Ha MAaTOJOTMYecKHe, HO U Ha HOpMalibHble BapuaHThl. C



MOJIEKYJISIPHO-TEHETUYECKOU 1 OMOXMMUKOT€HETHUECKOHW TOUEK 3PEHHS BIIOJIHE 00BSICHUMO, YTO
pa3nuyHble MATOJOTMYECKHE TeHbl MOTYT HMMETh TNPHUMEPHO OJMHAKOBBIK (EHOTHIl TIpU
KIIMHUYEeCKOH olleHKe. KoHeuHbr 3(h(eKT MmoaoMKu Kakoro-imbo mpolecca Ha KIMHUYSCKOM
YPOBHE MOKET OBbITH 0OYCIIOBJICH HACJICACTBEHHBIM HApYIICHWEM CHHTE3a PAa3HBIX OCIKOB WU
pa3HbIX BAPUAHTOB OJIHOTO U TOTO e Oelika. BeIsIcCHEHNE CTEeNEeHN FeHETUYECKO W TeTEPOT€HHOCTH
npu JII000W HACIEICTBEHHOHW OOJIE3HM MPOXOIHUT Yepe3 BCE ATAIlbl: ONMMCAHWE MPOSBICHUH Ha
KIIMHUYECKOM YPOBHE, M3y4YEHHME THIA HAcleAOBAaHMUS M JIOKAJIU3allUU TI€Ha, BBIACHEHUE
MIEPBUYHOTO OMOXMMHUYECKOTrO e(eKTa, YCTAaHOBJIECHUE MOJIEKYJISPHOW CYIIHOCTH MYyTallud Ha
ypoBHe JIHK. I'eneTnueckas rereporeHHOCTh, 00yCIIOBIEHHAs MyTallUsIMU B pa3HbIX JIOKycaXx, -
MEXKJIOKYCHAsl TE€TEPOreHHOCTh - OTYETIIMBO BUIHA Ha MpuUMepe cuHapoma Jiepca-llanno (6
¢dbopm), HerpoduOpomarosa (Mo MeHelied mepe 6 ¢opm) U TA VCTOUHUKOM T€HETUYECKOH
TFEeTEPOr€HHOCTH B TOM € JIOKYC€ - BHYTPWIOKYCHOW TETEPOr€HHOCTH - MOTYT OBbITh
MHO>KECTBEHHBIM aJJIEJIN3M U T€HETHYeCKHE KOMIIayH]ibl. Pa3Hble MyTaHTHbIE ajUIeTd MOTYT
MPOSIBIIATHCA (PEHOTUITMYECKH HEOJMHAKOBO (HampuUMep, pa3Hble [-TajacceMHH, HEKOTOpbIe
MYKOTOJIMcaxapuao3el). PacmmdpoBka TreTeporeHHOCTH TEHHBIX OOJIe3HEH WHTEHCUBHO
MIPOJIOJIKAETCSI OJHOBPEMEHHO B KIMHMUYECKOM M M€HEeTHMYeCKOM HampasieHusx. Obmas 3agaua
CBOJMUTCSA K BBIABICHUIO KOPPEISILIUM MEXKIY T€HOTHUNOM U (eHoTunoMm. AHamu3 (eHoTuna
(KTMHUYECKOW KapTHHBI 00JIE3HN) - IEPBBIX ATAIl B paCHIM(PPOBKE T€HETUUECKOU FeTePOT€HHOCTH.
UYem TouyHee u3yuyeH (HeHOTHI, TeM OO0JIbIlIe BOBMOKHOCTEH B OTKPBITUH HOBBIX (hopM Ooie3HEH,
B pa3JieIeHUy n3ydaeMou (popMbl Ha HECKOJIBKO HO30JIOTUYECKUX €UHMI. Bce nmepedncieHHbIe
METO/bl C HEKOTOPHIMU YCOBEPIIEHCTBOBAHMSIMM B MMapakIMHUYECKOM IIJITaHE U ceudac
MPUMEHSIIOTCS U1 paciiu(QpPOBKUA MPUPOAbI HACIEACTBEHHBIX O0Je3HeW. AHanu3 (GeHoTHUIa He
JOJIKEH OTpaHUYMBAThCSI OPraHU3MEHHBIM ypoBHEM. llepcriekTuBHOE HampaBjeHHE - U3yYeHUE
KJIETOYHOTO YPOBHS, T.€. MCCJEIOBAaHUE KJIETOK B KYJIbType TKaHH (KJIETO4YHas rHOpuan3alus,
MeTa00JIMYEeCKOEe KOOIMEpUpOBaHHUE, (PU3MOJIOTHYECKAs KOMIUIeMeHTanus). [ eHeTudeckas
reTepOreHHOCTh HECKOJIbKUX IpyMn 0oJie3HeW Oblla OTKPBITA C MOMOIIBIO METOJIOB KYJIBTYpPbI
KJIETOK (MYKOIIOJIMCaxapua03bl, Oosie3au penaparuu JJHK).

3aganue 22 [{uroreHeTHYECKHE METOAbI TUArHOCTUKU HACIICICTBEHHBIX O00JIe3HEH

Omanon omeema: 1IUTOTEHETHMYECKHUE METOJNbI IPEAHA3HAYEHBI JUISI W3Y4YCHUS CTPYKTYPBI
XpPOMOCOMHOTO Habopa WM OTIEIbHBIX XpoMocoMm. Hambosee pacmpocTpaHEHHBIM METOJ B
IIUTOTCHETUKE YeJIOBEKA - CBETOBAs MHUKPOCKOIHWS, a AJICKTPOHHAS M KOH(OKaJIbHAS Jla3epHas
MHUKPOCKOMHS  MPUMEHSAETCS  TOJBKO C  HCCIENOBAaTEIbCKMMHU  LielsiMH. Bo  Bced
MEJMKOT€HETUYECKOW MPAKTUKE HCIOJB3YEeTCS CBETOBAsS MUKPOCKOMHS (TJIaBHBIM 00Opa3oM B
MPOXOJAIIEM  CBETE), B TOM 4YHCJIE€ JIIOMUHECICHTHas MHKpockomus. OOBeKTOM
[UTOTEHETHYECKUX HAOIIOACHUH MOTYT OBITh COMATHYECKHE [ENAIIUecs, MEHOTUYECKHE H
uHTepdazHbie KIeTku. Kaxapid U3 3THX 00bEKTOB MMEET CBOU MPEUMYIIECTBA U HEJOCTATKH.
Breibop oObekTa ompenensercs LETbI0 HCCIEIOBAaHUS. bBOJBIIMHCTBO IHHUTOT€HETHYECKUX
HCCIE0BAaHUU BBINOJIHAIOT HA COMAaTUYECKUX KIIETKAX, TOATOMY OCTAHOBHUMCS Ha OMUCAHUU ITHX
METOJ0B.

3amanue 23 MoHoreHHble (POpPMbI HACIEICTBEHHBIX 3a00JIEBaHUN CKENETa M COCTUHUTEIbHOU
TkaHu.CuHapoM Dnepca-lanio.

Omanon omeema Cunnpom Dnepca-JlaHio - reTeporeHHas rpymna HacleICTBEHHBIX OoJe3HeH
COEJJMHUTENIbHOM TKAaHU C Pa3HbIMM THIIAMU HACJIEJOBAaHUS, HO OOLUIMMM KIMHMYECKHUMHU
MPU3HAKAMU: TUNEPMOOMIIBHOCTh CYCTaBOB, MOBBIIIEHHAs PACTSHKMMOCTb KOXKH, CKEJIETHBIE



HU3MCHCHUS, MOBBINICHHAA PAHUMOCTDL KOXKH, MPOABJICHUA CO CTOPOHBI BHYTPCHHHX OPIraHOB.
Cunznpom Onepca-/lanno mposBIsieTCs BPOXKJICHHOW THUIEPPACTSHKUMOCTBIO COCTUHHUTEIBHON
TKaHW B CBsA3U C HAPYHICHUAMH CHHTEC3a KOJIJIarcHa, O6yCJIOBJIeHHbIMI/I MyTalludIMHU B Pa3HbIX
reHax KoJuylareHa M APYrux OEJIKOB SKCTPAKIETOYHOro MaTtpukca. KimmHndecku, OMOXUMUYECKH,
MOJIEKYJISIPHOT€HETUYECKH MJIEHTU(UIUPOBAHO 6 TUIIOB CUHApoMa Diepca- [laHiio, KoTopele ¢
KIIMHUKO-T€HETHYSCKOH TOYKH 3pCHUA JOJIDKHBI CUUTaThCA CaMOCTOSATCIIBHBIMU
Ho3ojornueckumu  ¢Gopmamu. Hanwume cunapoma Onepca- [lanno maio oTpaxaeTcs Ha
PENPOIYKTUBHOW (DYHKITUH, XOTS Y OOJBHBIX CHIDKEHO KOJIMYECTBO TOTOMKOB. IMEIOTCS M30IISThI
C BBIPpA’>KCHHbIM 3(1)(1)CKTOM poaoHa4YaJIbHUKA HAa IPOTSKCHUN HCCKOJIBKUX HOKOJ'IGHI/II/I: B KOTOPBIX
OoJbHBIE C cHHAPOMOM Jnepca-/lanmo cocrasmustor 10% Bcero HaceneHus.

3ananue 24 MoHoreHHble (POpPMbI HACIEACTBEHHBIX UMMYHOAEQUIIMTHBIX COCTOSSHUH

Omanon omeema: Pa3nuyalOT HECKOJBKO THUIIOB HACJIEACTBEHHBIX HMMYHOIEPUIIUTHBIX
coctosiHUU. OJIMH U3 HUX CBSA3aH C HapylleHueM QyHKIHUH (aroruTo3a UMMYHOKOMITETEHTHBIMU
kinetkamu. [Ipumep HapymieHUs MoJ0OHOrO poja - XpOHMUYECKas rpaHylieMaTo3Has OO0Je3Hb,
HacieayeMas o X-CIEeMJICHHOMY WM ayTOCOMHO-perieCCuBHOMY Tumy. [Ipu aToM 3a001eBaHN
(arouuThel 3aXBaThIBAIOT MHUKpPOOPraHW3MbI, HO HE MOTYT WX I€peBapuUTh, B CBSI3U C YEM
o0Opa3yloTcsi rpaHyleMbl, a OOJbHBIE CTPaJalOT YacThIMU TIOBTOPHBIMH HH(EKIMOHHBIMU
3a0oneBaHussMU. Cambli  HM3BECTHBIM TMpPUMEP HACIEACTBEHHOIO HapyleHUs (QyHKIUW
KOMITOHEHTOB KOMILJIEMEHTA - HACJI€JACTBEHHBIM aHTMOHEBPOTUYECKUW OTEK . DTO 3a00jeBaHUe,
HacjleIyeMoe [0 ayTOCOMHO-JIOMHHAHTHOMY THITY, OOYCJIOBJIEHO HEJIOCTAaTOYHOCTHIO
MHruOuTOpa mepBoro kommoHeHTa cuctembl komiuiemeHTa (C1-INH). Ono manudectupyer
MOBTOPHBIMU MPUCTYNIAMU OTEKa KOKH, IbIXaTeNbHbIX MyTEeH U KULIEYHUKA U MJI0XO MOAaeTCs
JICUEHHUIO.

Samanue 25 bruoxuMudeckyue METOAL JUATrHOCTUKU

Omanon omeema: BUOXMMUYECKHE METOJIbI HAIpPABJICHBI Ha BBISABICHUEC OMOXMMHUYECKOTO
(deHoTUIa OpraHu3Ma. YPOBHH, Ha KOTOPBIX OIEHUBAETCS (PEHOTHI, MOTYT OBITh Pa3HBIMHU: OT
MEPBUYHOTO MPOJAYKTA I'eHa (MOJTUIENTHIHON 1EMH) 10 KOHEYHBIX META00JUTOB B KPOBH, MOYE
unu note. COBpEMEHHBIE BBICOKOTOYHBIC TEXHOJIOTHH (BBICOKOA(D(PEKTUBHAS IKUIKOCTHAS
xpoMarorpadus, XpoMaToMacc-CIIEKTpOMETpHs, Tra3oBas  XpoMarorpadus, TaHIEMHas
CIIEKTPOMETPHS) TIO3BOJISIIOT HIACHTU(DUIIMPOBATH JHOOBIE METaOONMUTHI, CcHernu(UuUHbIe s
KOHKPETHOHW HacjeACTBeHHOW Oose3nu. IlokazaHusiMu Jj18 TPUMEHEHUS OMOXHMHYECKHX
METO/IOB JHArHOCTUKH Y HOBOPOXICHHBIX SBIISIIOTCA CYIOPOTH, KOMa, PBOTA, THUIIOTOHUS,
KENTyXa, Chenu(pUUecKuyd 3amax MOYM U TOTa, alu03, HApyHIEHHOE KHCIOTHO-OCHOBHOE
paBHOBECHE, OCTAaHOBKA pocTa. Y JeTed OMOXMMHUYECKHE METOIbl UCTIOIb3YIOT BO BCEX CIIyYasiX
MOJO3PEHUs] Ha HACIEACTBEHHbIE O0ONe3HM OOMeHa BemllecTB (3ajepkka (U3UYECKOTO U
YMCTBEHHOT'O Pa3BUTHUS, MOTEPS MPUOOPETEHHBIX (PYHKIUH, KITMHUYECKAsk KApTUHA, CIIeIU(UIHAS
JUIs  KaKOU-IMOO HACIeJICTBEHHOU Oose3Hu). buoxumuueckue MeTOAbl MPUMEHSIOT s
JMArHOCTUKU HACTEACTBEHHBIX O0Je3HEW U TeTePO3UTOTHBIX COCTOSIHUH Y  B3POCIBIX
(remaToNeHTUKYSIpHAS JETeHepalns, HEeJOCTaTOUYHOCTh 0l-aHTUTPUIICHHA, HEAOCTATOYHOCTH
Ire®JI' u t.1.).

3ananue 26 [lanuent - HOBOpokAeHHBIH, HanpasieH B MI'K 1t oGcneioBanus B CBS3M €
noBeieHueM ypoBHs Heo TTI-184,4 MxEn/mn, perectTTI-291,2 mxEn/mn. O6bekTuBHO: Macca



tena 4200r, Koka cyxasi, MacTO3Hasi, JKEITYIIIHAS, JTUI0 OTEYHOE, S3bIK OOJBIION, OTEKH KHCTEH
M CTOII, TOJIOC HU3KHH.
1)IIpenrnonoxuTenbHplii TUarHos.
2)MeTo/1bl AMArHOCTUKH.
OTaloH OTBeTA:
1) BposkaeHHbII IEPBUYHBINA TUTIOTUPEO3
2) KoHcynbraliys reHeTHKa ¢ YTOYHCHHUS] TCHETHUECKOM 3THOJIOTUH 3a00JieBaHus; 11 roj
TTT u T4 cBoGoansIit 1p/2-3 mec., [ocne kaxaoro naMeHeHus 10361, KOHTpoab TTT
gepes 2 mec; Y3U cpasy mocie mocTaHOBKH JMarao3a, gainee 1p/B 1-2 roaa; oneHka
TUHAMHKHU pocTa; cuuHturpadus DK

3ananue 27 Ilanuent - neBouka 3 net. XKanoObl Ha MOBBILIEHHYIO YTOMJIIEMOCTb, OJIETHOCTb,
TOJIOBOKpY)KEHHE, CHIDKeHUE anmneTuTa. OObeKTUBHO: JIeTKas MKTEPUIHOCTh KOKU U CKIIEp,
0011 IPEUMYIIIECTBEHHO B JIEBOM M0ipebephe, cruienomeranus. B ananuse kposu - Hb-75 /i,
Op-2,9, LI1-0,9, Per-52%, neiik-10,2, 3-2, /-4, ¢/s1-52, mamd-37, CO3-20. 13 anamHe3a: MaTh
3[I0pOBA, y OTIA MEPHOAMYECKH OTMEUYAETCS )KEITYITHOE OKPAITMBAHUE CKIIEP.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabl IUAarHOCTHKHU.

Omanon omeema:

1) Tanaccemus

2) VY3U OBII, OAK, buoxumuueckuii ananus kposu, CexkBenupoBanne HBA1, HBA2,

HBB

3amanwue 28 IanueHT - HOBOposkIeHHAs IeBouka. OOBbEKTUBHO: THIIEPTEIIOPHU3M, KITFOBOBUHBIN
HOC, aCUMMETPHS Yeperia, HU3KO PacIoyioKEHHBIC 1e(hOpMUPOBAHHBIC YIIIHBIC PAKOBUHBI C
MpeaprKyJIbPHBIMU CKIIAJIaMU, 3aJIepKKa MICUXoMoTopHOro pasputus. Ha Y3U - runormiazus
MOYKH.

D)IIpeamnooKuTeabHbIN AHArHO3.

2) MeTo/ibl UarHOCTHKH.

Omanon omeema:

1)Cunapom Bonsda-XuprxopHa

2)/ccrnenoBanne KapruoOTHIIA

3amanue 29 Ilauuent - myxxuuna 53 net. JXKanoObl: Ha UI3MEHEHHE TTOXOIKH U MTOYepKa,
HEMPOU3BOJBHBIC JBIKCHUS PYKaMHU U TOJ0BON. OOBbEKTHBHO: XOPEUYECKHE THTIEPKIHESBI
KOHEUHOCTEH, YCUIIMBAIOIIKECS MPHU LIeJIeHaINIpaBiIeHHOM JAeiicTBuu. [loxoaka HeyBepeHHas,
mIapkarouias, peub 3aTpyaHeHa. PogocnoBHas oTsaromnieHa no JMHUM MaTepH B 3X MOKJICHUSX.

1)TIpearnonoKuTeNbHbIN HArHO3.

2)MeToabl THarHOCTUKU

Omanon omeema:

1)bone3ns ['eHrTuHrToHa

2)MPT, KT u 93I'-uccnenosanue; JJHK-1uarnocrruka Ha Hanu4due 3KCIIaHCUU

TpunykieoTuHbIX CAG-110BTOpPOB



3ananue 30 Ilanuent - HoBopoxaAeHHBIN, HanpasyieH B MI'K 11t o6ciienoBanus B ¢BA3M €
noBbIIeHueM ypoBHst HeODA-3,6Mr%, perect DA-6,44Mr%. OOBEKTHBHO: (PEHOTHITMYECKH Oe3
CUTHAJIBHOW TUCIIJIACTUKH.

1)IIpearoioKUTeIbHbIN TUArHO3.

2)MeTobl THarHOCTUKU

Omanon omeema:

1)®enunnkeTonypus

2)Kontpois ypoBus @A B kposu, OAK, 6noxumuueckuit ananus kposu, AJIT, ACT, 1D

onpezeneHue myranuii B rene PAH

3ananue 31 Ilanuentka 32 net. KanoO He npeabsBIsSeT, HallpaBJIeHa aKylLIEpOM-THHEKOJIOIOM
JUTSI OIICHKHU PHICKA TI0 pe3ysibTaTaM IMpeHaTaIbHOTO CKpuHHUHTa | TpumecTpa. [lanHas Gep - 14,
cpok 16-17 Hexn. Pe3ynbraTel npeHaTaqIbHOTO CKpUHUHTA | TpuMecTpa: ¥Y3-uccieqoBanue -
oepem 12nen, KTP-49, UHCC-157, TBII-2,3, kocTu HOCa BU3YaJIM3UPYIOTCS, KPOBOTOK B
BEHO3HOM MPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XI'U-
2,87MoM, UTOTOBBIN HHIWBHUIYaTbHBIN pUCK 10 Tprcomun 21 - 1:90.

1)IIpearnonoKUTeNbHbIN TUarHo3.

2)MeTtobl THarHOCTUKU

Omanon omeema:

1) 035.1. XpoMocoMHBIE aHOMAJIMH Y TJ10/1a (IIperoaraeMple), TpeOyronme

IIPEJOCTaBICHUS METULIMHCKON TOMOIIM MaTepH.

2) VluBa3uBHas peHaTaNbHAs TUarHOCTHKA

3amanwne 32 INanueHT - pedbeHok 4x net. )KaoObl Ha yBeIMUECHHUE )KUBOTA, OTCTABAHUE B
NcuXo0(U3NIECKOM Pa3BUTHH, MATKYIO MOXOAKY, cyapoporu. O0bekTuBHO: 98/14, 60mbIIoin
YKUBOT, I'€MaTOCIIJICHOMEr ajlusl, MbIILIEYHAsl TUIIOTOHHUS, aTaKCHSI.

D)IIpearnooKuTebHbII TUATHO3.

2)MeTo/1bl TMArHOCTHKH.

Omanon omeema:

1) Bonesur Humanna — ITuka

2) JJabopaTopHbie METO/IbI JUATHOCTUKU-0OOHAPYKMBACTCS YMEHBIIICHUE KOJIHMYECTBA

(dbepmenTta chuHroMuenuHasbl; -BoisiBIeHus XxapakTepHbix MyTanuii B renax SMPD1, NPC1

u NPC2

3ananue 33 [larueHT - HOBOpOKIeHHBIHN, HanpasyieH B MI'K myist o6cnenoBanus B CBS3U C
noBeIIeHHEM ypoBHS HeoDA-3,6Mr%, perect DA-6,44Mr%. OOBEKTUBHO:
(dbeHoTHMMYECKU 0€3 CUTHATBHOMN AUCIIIACTUKHU.
1)IIpennonoxurensHbiii auarto3: MKb-10:

2)MeTo 1kl TMarHOCTHKU

Omanon omeema:

1) E70 ®enunnketonypus

2) Kontponas ypoBHst DA B kpoBu,OAK, onoxummdeckuit ananus kposu, AJIT, ACT , LD,

onpeneneHue myrauuu B rene PAH

3ananue 34 IaunenTka 37 ner. )Kano0 He npeAbsBIseT, HaNIpaBJieHa aKyILIEPOM-THHEKOJIOTOM
JUIsl OLIEHKU PUCKa TI0 pe3yabTaTaM IpeHaTaJbHOro CKpuHuHra 1 Tpumectpa. lannas 6ep -51,



cpok 14-15 Hen, mpoTeKaeT ¢ yrpo30il mpepbrIBaHus, MOJy4aeT MEIUKAMEHTO3HYIO TepaIluio.
Pesynbrarel npeHataibHOrO CKpuHUHTA 1 TpuMectpa: ¥Y3-uccienoBanue - 6epem 13nen, KTP-
67, HCC-156, TBII-3,1, kocTi HOCa BU3yaIU3UPYIOTCS; CBIBOPOTOUHBIE MAPKEPHI - YPOBEHD
PAPP-A-0,54MoM, B-XI'Y-0,35MoM, UTOTOBBII WHANBHUIYAIbHBIH PUCK 10 Tprcomun 21 -
1:50.

1)IIpearnonoKUTeNbHbINA UarHo3.

2)MeTobl THarHOCTHKH.

Omanon omeema:

1) 035.1. XpoMocoMHbIE aHOMAJIMH Y TJ10/1a (IIperosiaracMpIe), TpeOyromme

MPEOCTABICHUST METUIIMHCKOH MOMOIIIHA MaTepH.

2) VHBa3uBHas NpeHaTallbHast AUArHOCTHKA

3ananue 35 Ilanuent - myxunHa 23 net. XKanoObl Ha eproguuecKue MyduTelbHbIe 00JIH U
MOKEHHE B KHCTSX M CTOTAaX, MOBBIIIEHNE TeMIepaTypsl 10 37,2-37,4, CUIIbHYIO YCTaJIOCTh U
cinabocts. [Ipu ocMoTpe B 06s1acTH Mynka BU3yalnu3upyeTcsl aHrnokeparoma. JlaboparopHo
THIIOXPOMHAsI MUKPOILIUTapHasi aHEMHUSI.

1)IIpearnonoKUTeNbHbIN TUarHo3.

2)MeToabl THarHOCTHKH.

Omanon omeema:

1) E75.2 6one3us ®abdpu

2) Jlnaruo3 BepuUIIUPYETCs HCCIIEA0BAHNEM aKTUBHOCTH (hepMeHTOB u3ocom. JTHK-

JIMarHOCTHUKA Ha HaJlMuue Mmyrauuii B rene GLA

3amanwne 36 [lanment — peGeHok 6 mec, Mmacca npu poxaecHuu-4400r, gmraa S4cm. OOBEKTUBHO:
MUKpoIiedaus, MaKpOrJIOCCHs, CITIEHOMET AU
D)IIpearnooKuTeabHbIN IHArHO3.
2)MeTo/1bl TMArHOCTHKH.
Omanon omeema:
1) Q87.3 Cunapom bexBura-Bumemana
2) -OAK, OMoXuMHUYeCKUi aHaIu3 KPOBH, aHAIN3 KPOBHU Ha TIIIOK03Y, HHCYIUuH, ADII,
KaJbIUi, KPEaTUHHUH.
-I'eneTnyeckas TUarHOCTHKA:-KapHOTUIIMPOBaHUE (OpeIeIeHnEe TYTUTHKAII HIIn
Tpancnokauu 11pl5) -ananuza MmeTMpoBaHus (Ha HATMYKUE STTUTEHETUYECKIX
W3MEHEHHUI)- 0OHapyKeHUE OJTHOPOAUTEIbCKOM qucomuu 11pl5 ananuzom
METUJIMPOBAHUS, TUO0 aHAIM30M MOTUMOP(HU3MOB TOBTOPSIOIIMXCS MOCIEI0BATEIbHOCTEH
JHK.- Mytauuu resa CDKN1C (p57 KIP2 ) 06Hapy>KHUBalOT CEKBEHUPOBAHUEM
JIHK MnctpymentansHas quarsoctuka: -2XO KI'u OKT -KT, MPT, Y3U,
peHTreHorpadus
3ananue 37 Ilanuent - pebeHok 2X neT. XKanoOsl Ha 3aAepKKY MCUX0(PU3NIECKOTOM Pa3BUTHSL.
OOBEKTUBHO: HU3KHI POCT, TEIOCIOKEHNE JUCTIPOTIOPIIMOHANIBHOE C OTHOCUTENBHO JTUHHBIMU
KOHEYHOCTSIMU M KOPOTKHUM TYJIOBUIIEM, IPyObIe YepThI JIMIIA -3allaBIIee MePEeHOChEe, TYCThIE
cpocrrecst OpoBH, OTHBIE TYObI, OOJBIION S3BIK, THIIEPTPUX03, KHPOCKOTHO3,
BOpOHKOOOpa3Has aedopmarius rpyaHON KIETKHU, OOJIBIION KUBOT, TEMAaTOCTIIIEHOMETATHSL.
1)IIpenroioKuTeIbHBIN TUarHO3.
2)MeTto1bl THarHOCTHKH.
Omanon omeema:



I)Myxkononucaxapuao3

2) JlabopatopHbie MeTO/IbI UcchenoBanus: OnpenelieHne akTHBHOCTH JIM30COMATbHBIX

runpona3 Uccnenoanue moun Ha ['Al';JIHK- TectupoBanue Ha crieniuduyuecKiue MyTaiuu
WuctpymentansHas quarsoctuka: -9XO KI' u OKTI -KT, MPT, Y3U, pentrenorpadus

3ananue 38 Ilanuentka 34 net. xkanod He NpeIbsABISIET, HAIIPaBJIEHA aKyLIEPOM I'MHEKOJIOTOM
JUIS OLIEHKU pPUCKa I10 pe3ysibTaTaM MpeHaTalbHOro cCKpuHuHra 1 tpumectpa. lannas Oep - 24,
cpok 14-15 Hex, mpoTeKaeT ¢ yrpo30il pepbIBaHusl, IOIy4aeT MEANKAMEHTO3HYIO TEPAIIUIO.
Pesynbrarsl npeHatanbHOro ckpuHuHra 1 tpumecrpa: ¥Y3-uccinenosanue - 0epem 13uen, KTP-
66, HCC-162, TBII-1,7, kocTi HOCa BU3yaIU3UPYIOTCS, KPOBOTOK B BEHO3HOM IPOTOKE-HOPMA,
perypruTaim-HeT; ChIBOPOTOUHbIE MapKephl - ypoBeHb PAPP-A-0,16MoM, B-XI'U-0,59MoM,
WTOTOBBIN WHAWBHIYyAIbHBIA PUCK 1O Tprcomun 18 - 1:132.

1)IIpearnonoKUTeNbHbIN TUarHo3.

2)MeTo/1bl TMarHOCTUKU DmMaioH omeema.:

1) BruoxuMuYecKue OTKIOHEHHS, BBISIBICHHBIC TIPH aHTEHATATBHOM 00CIICIOBAHUH

Marepu

2)cbiBopoTouHbIEe MapkEphl 2 TpuMmecTpa (ADILIC,XT'Y), Y3U mioxa.
[IpoundopmuposaTs nanueHTky o Haauuuu meroaa-HUIIC.

3ananue 39 Ilanuent - 6epemenHast 32 roja, kajaod He MPeabsABIsSET, HAllpaBJIeHa aKylIepOM
TMHEKOJIOTOM JJIs1 OLIEHKH pUCKa M0 pe3yJbTaTaM IPEeHaTaIbHOTO CKpUHUHTA | TpumecTpa.
Jlannast 6epeMeHHOCTh 14, cpok 14-15 Hen. Pe3ynpTaTsl npeHaTanbHOTO CKpUHUHTA |
TpuMecTpa: ¥Y3-uccienoBanue - 6epem 12-13nen, KTP-66, HCC-155, TBII-=2,0, koctn HOCa
BHU3YAJIM3UPYIOTCS, KPOBOTOK B BEHO3HOM IPOTOKE-HOPMA, PEryPrUTaIllUU-HET; CBIBOPOTOUYHBIE
MapkepsI - yposeHb PAPP-A-0,23MoM, B-XT'Y-0,36MoM.

D)IIpearnooKuTeabHbIi AUATHO3.

2)MeTo/1bl TMArHOCTHKH.

Omanon omeema:

1) bruoxuMHUYECKHE OTKIOHEHHS, BBISIBICHHBIC IIPH aHTEHATATBHOM 00CIICI0BAHUH

Marepu

2)ceiBopoTouHbIe MapkEphI 2 Tpumectpa (ADILIC,XTY), Y3U mioxa.
[IpoundopmupoBaTh manueHTky o Hamuuuu meroaa-HUIIC

3ananue 40 [Tauuent - my>xuunHa 25 net. J)KanoObl Ha c1a00CTh B HOTAX, HAPYIICHHUE MTOXOKH,
TPYAHOCTHU IIPU NobeMe 10 JiecTHULIE. OOBEKTUBHO - ICEBAOTUNEPTPOPUHN HKPOHOKHBIX
MBIIIL, BEIPQKEHHBIH JIOPJ03 MOSCHUYHOIO OTJIENA, «YTHHAS I0X0JKa», 3aTPYJHEHO MOJIHATHE
pyk. [Ipu BcTaBaHUU MCNIONB3YET BCIIOMOTATENIBHBIE IPUEMBI.

1)TIpearnonoKUTeNbHbIN HarHo3.

2)MeTo bl IMArHOCTHKH.

Omanon omeema:

1) G 71.0 Msimeynas quctpopust

2)JIaGopaTopubie MeTo bl HccaenoBanus: -OAK, 6noxumudeckuii ananu3 kposu, KOK,
JIAT'; -CexBeHMpOBaHKWE F'€HOB HA HAJIMYME MYTallMii, OTBETCTBEHHBIX 3a BOSHUKHOBEHHE
HEPBHO-MBIIIIEYHBIX 3a00seBanuil; UncTpymenTanpHas nuarnoctuka:-2X0 KI' u OKI -KT,
MPT, Y3U, penrrenorpadus -OHMI', 30T



3ananue 41 Ilanuent - HoBopoxkaeHHas, 14 cyTku, HanpaBineHa B MI'K s o6cnenoBanus B
cBsi3M ¢ noBbieHNeM ypoBHs HeoOlIll'- 337,5 amons/, perectOIN - 609,3 HMOIB/.
Oo0bekTuBHO: Macca Tena 340r, peHoTunuuecku 6e3 0COOCHHOCTEH.

1)IIpearoioKUTeIbHbIN TUArHO3.

2)MeTobl THarHOCTUKU

Omanon omeema:

1) E25 AnpeHoreHUTaIbHbBIH CHHIPOM

2) -Ha BI'KH nipoBouTCsl HEOHATAIbHBIA CKPUHUHT -1 OpMOHAIBHBIH Mapkep Aedunura 21-
THIIPOKCHIIa3kl - ypoBeHb 1 70HP B yrpenHux mpobdax kpoBu- ['opMoHanbHBIN Mapkep Aeduiuta
MUHEPAJIOKOPTUKOUIOB MIPU COJIbTEPSIONICH (popMe - MOBBILIEHNE AKTUBHOCTH PEHUHA T1JIa3MBbl -
«30JI0TOM CTaHAapT» B AMATHOCTHUKE HEKJIaccuuecKkor (opmbl nedunnra 21 -ruapoKcuiasbl 1
muddepennnanbHoi quarnoctuke peakux Gopm BJIKH - mpo0a ¢ cuHakTeHOM € ompesieieHueM
LIMPOKOTO CIIEKTpa CTEPOUI0B-I eHeTnYecKoe TECTUPOBAHHE - BTOPOl 3Tall B COMHUTENBHBIX
Cllydasix U B KQU€CTBE CEMEHHOT0 reHeTUYECKOTO KOHCYJIbTUPOBAHUS

3ananue 42 Ilanuenr - sxeHuuHa 45 net. XKano6sl Ha ObICTPYIO YTOMIIIEMOCTD, C1a00CTb,
YXYIIICHUE TaMsATH 1 BHUMaHUS, IPOKaHUE MablieB pyK. OObEKTUBHO: TU3apTPHS,
TUTIEPKUHE3BI, HHTEHIIMOHHBIN TpeMop. JlabopaTopHO: THIOLEPYIOTUTA3MUHEMHS,
TUN0aTbOYMUHEMHUSL.

1)IIpearnonoKUTeNbHbIN TUArHo3.

2)MeToabl THarHOCTHKH.

Omanon omeema:

1) E 83.0 bone3ns Bunbcona-KonoBamosa

2)-Hamnuue xombiia Kaiizepa-®netitrepa -Coepikanue «00IIei» MeIU B CBIBOPOTKE KPOBU
00BIYHO CHIDKEHO MEHee 4eM Ha 12 MKI/JI, OJHAKO B PEIIKUX CITydasX MOXKET OBbITh U
HOpMaJibHbIM -CHUKEHUE KOHIIEHTpauuu uepynomiazmMuda Huxe 20 mr Ha 100 ma -IToBbienue
aKcKkpennu Meau ¢ Modoit 6osee 100 Mxr B cytku -JIHK - nuarnoctrka Ha Hanu4ue MyTarui
rena ATP7B

3amanue 43 INanuent — neBouka 5 ser. JKamoObl Ha 3a7€p)KKY IICUXOPEUEBOTO Pa3BUTHS.
O6bexTuBHO: 104cM/16KT, TOHKHE peIKUE KOPOTKHUE BOJIOCHI, UTMHHBIN IPYIIEBUIHBIN HOC,
JUIMHHBIN QUIBTpP, TOHKAs BEpXHssA Ty0a U OOJbIINE OTTONBIPEHHBIE YIIIHU, BEPETEHOOOpa3HbIe
MajbLbl PYK.

D)IIpearnonoKuTeabHbIi AHATHO3.

2)MeToabl THArHOCTHKH.

Omanon omeema:

1) unapom Jlanrepa-I'nanona

2) Cas3b 3a00J1€BaHUs ¢ MyTallkell, OJHOBPEMEHHO 3aTparuBatoiiei Tpu rena: TRPSI,
EXTI1 u RAD21

3ananue44 INanuent - manbuuk 6 set. XKanoOsl: Ha HU3KHUH pocT. O6bekTuBHO: 104cM/ 18K,
IITO3 ABYCTOPOHHMM, aHTUMOHIOJIONIHBIN pa3pe3 I1a3, HU3KO MOCAKEHHBIE YILIHbIE PAKOBUHBI,
HU3KHUHA POCT BOJIOC HA 3aThUIKE, KPHUIOBUAHBIE CKJIAIKU Ha Ilee, BAJIbI'yCHas Jedopmanus
JIOKTEBBIX CYCTaBOB, IPABOCTOPOHHUI KPUIITOPXHU3M.

1)IIpenroioKUTeIbHBIN TUArHO3.

2)MeTo1pl TMarHOCTHKH.



Omanon omeema:

1) Q 87.1 Cunapom Hynau

2) B ropMoHanbHOM cTaTyce — ONPEEsSeTCs MOBBIIICHHOE COACPKAHUE TOHAIOTPOIIMHOB
B IJIa3ME KPOBH, YPOBEHb TECTOCTEpOHA CHIbKEH. Onpeaenenne myranuu B rene [ITITH11

3amanue 44 [lanueHT — pedbenox 1,5 roga. OOBEKTUBHO: HA KOKE TYJIOBHINA U ITOAMBIIICYHON
oOnacTH maTHA 1BeTa «kKode ¢ MoJokoM» (5-40 MM), Ha pagyKHOI 0000UKe y3enku Jluma.

1)IIpearnonoKUTenbHbINA UarHo3.

2)MeTo/1bl IMarHOCTHKH.

Omanon omeema:

1) MKB-10: Q85.0 Heiipodubpomaros

2) lnarHocTHKa OCHOBaHa Ha KIIMHUYECKOM OCMOTpE, JaHHBIX

odTanpMosiornueckoro oocienoanus, Heiiposuzyanuzanuu (KT, MPT) MonekynspHo-
reHeTndeckas JUarHoCTUKa- Touck aenenmii NF1

3amanwne 45 [NanueHT - HOBOpokAeHHbIN, HanpaBieH B MI'K ais o6cnenoBanus B cBsi3u ¢
noBeleHueM ypoBHSA HeoDA-12,8mr%, perect DA-33,4Mr%. OObEKTUBHO: (PEHOTUITNYECKU
0€e3 CUTHAILHOM IUCIIACTHKH.

1)IIpearnonoKUTeNbHbIN TUarHo3.

2)MeToabl THarHOCTHKH.

Omanon omeema:

1) E70 ®enunkeronypus

2) Koutposs ypoBust @A B kpoBu,OAK, bnoxumudeckuii ananu3 kposu, AJIT, ACT , LD,

omnpenenenue myrauuu B rene PAH

3amanue 46 I[anueHT - manpuuk 3,5 ser. XKanoObl Ha MEpUOANYECKOE MOBBIIIICHUE TEMIIEPATYPHI
tena 110 40,5, co ciI0B MaMbl HE TTOTEET, B 1,5 1 2,5 roga Cy10pOKHBIA NpUNaA0K B JICTHUI
nepuoa. OOBEKTUBHO: OOJIBIION JI00, peIKKE BOJIOCH, OPOBH U PECHUIIBI, KOXKa TOHKAs CyXas,
TUTIOIOHTHS, 3yObl KOHMYECKOU (POPMBI, MHOXKECTBEHHBIN Kapuec, TOHKUE JUCTPOGUUIHBIE
HOI'TH, 3a/ICP’KKa IICUXUYECKOTO Pa3BUTHSI.

D)IIpeamnooKuTeabHbIN AHArHO3.

2)MeTobl THAarHOCTHKH.

Omanon omeema:

1) E 75.2 Bone3usr @abpu

2) MPT, KT, Y3U Bayrpennux opranos, IKI', Dxo-KI', konnuecTBeHHOE onpeeneHue
nu3ochuaTroIMIUA0B MeTo oM TMC, onpeneeHre akTHBHOCTH alb(a-rajlakTo31/1a3bl B KPOBHU.
3ananue 47 Ilanuent - HOBOpoxAeHHas AeBouka. OOBEKTUBHO: TUM(PATUUECKUN OTEK KHCTEH U
CTOII, ITEPUTUYM IIIeH, JIUKAHT, aHTUMOHTOJIONIHBIN pa3pe3 raa3, BIIC, nonkoBooOpa3Has
IMOYKa.

1)TIpearnonoKUTeNbHbIN HarHo3.

1) MeTo1p! IUArHOCTHKH.

Omanon omeema:

1) Cunnpowm Illepemesckoro -T€puepa

2)MeTo1bl AMArHOCTUKU: UCCIEAOBAHNE KApUOTUIIA



3ananue 48 [lauuenT - manpuuk 5 net. O0bexkTuBHO: 104cM/15KT, Kpyriioe Um0, KITMHOBHTHBIN
pocT BoJIOC Ha J0y, TUIIEPTEIOPU3M, IIUPOKAsk IEPEHOCHUIIA, KOPOTKUNA HOC C BBIBEPHYTHIMH
HO3/PSIMH, IIUPOKHUN (QUIIBTP, MIATEBUIHAS MOIIOHKA, KPUIITOPXU3M.

1)IIpearoioKUTeIbHbIN TUArHO3.

2)MeTtobl THarHOCTHKH.

Omanon omeema:

1) Q 87.1 Cunapom Aapckora

2) I'enetnueckue TecThl A7 BbIsiBIeHUs MyTanuu B rene FGD1

3ananue 49 Ilanuenr - neBouka 5 net. XKanoObl Ha CyA0pPOTH, CHUKEHHE UHTEIIIEKTA.
OOBEKTUBHO: HA JIUIIE B 00JIACTH IIEK €AMHUYHBIC PO30BBIE MAIYJIbI, HA Tele 3
JNEMUTMEHTUPOBAHHBIX «IIEPUCTHIX» MSTHA.

1) [peAnosoKUTENbHBIN THATHO3.

2) MeTo/1bl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: Tyb6epo3Hslii ckiiepo3

2)MeronoB HeitpoBuzyanuzauuu: KT, MPT, 930I" Y31 BHyTpeHHUX OpraHoB
MonekynsapHo-TeHeTHUecKas JuarHoctuka- mouck neneruit TSCluTSC2

3aganue 50 [TanueHT - MaapyuK S JET, HAallPaBJICH C 1EJIbI0 YTOUHEHUs Auarnosa. M3 anamuesa:
HeripoceHcopHas Tyroyxocts -1V, rematypus, nporennypusi. O6beKTUBHO: TICUX0(PHU3NUIECKOE
pa3BUTHE COOTBETCTBYET BO3pACTy, PeHOTHI O0€3 0COOCHHOCTEH.

D)IIpearnonoKuTenbHbIN THArHO3.

2) MeTo/1bl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbropra

2) aHaym3bl MOYH M KpoBH, ¥Y3U opranos Opromno# nosoctd, KT, MPT romosaoro mosra.

[Touck myramuii B rene COL4AS B Xq22 b u COL4A3 u COL4A4 na 2q36-q37

3amanwue 51 IMamueHT - manpuuk 4x siet. XKanoObl Ha c1aboCTh B HOTax, HAPYIICHHUE ITOXOJIKH.
OOBEKTUBHO: MCEBAOTUNEPTPODHUS UKPOHOKHBIX MBIIIII, THIIEPIOPI03 TOSICHUIHOTO OT/EIIA
[M03BOHOYHUKA, 3aTPYIHEHO NMOAHATUE PYK. [Ipy BcTaBaHMM MCHOIB3YET BCIIOMOTATEIbHbIE
MPUEMBI.

D)IIpearnonoKuTeabHbIi AHATHO3.

2)MeTtoabl THarHOCTUKU

Omanon omeema.

1) G 71.0 Msiieunast AucTpodus

2) -OAK, 6noxumuueckuii ananus kposu, KOK, JI/II' -CekBeHupoBaHHE TCHOB Ha HATHYHE

MYyTalliii, OTBETCTBEHHBIX 32 BOSHUKHOBEHNE HEPBHO-MBIIICYHBIX 32001€BaHUIA

3ananue 52 [anueHt - geBouka 4x ner. 3 anamnesa: 1o 1,5 net pazButue cOOTBETCTBOBAIO
BO3pACTy, 3aTEM Perpecc ICUXUMOTOPHOTO pa3BUTHI. OOBEKTUBHO: YMCTBEHHAsS! OTCTAIOCTb,
CTEPEOTUITHBIE JBUKEHHUS B BUAE «COKUMAHUS U MBIThSI PYK»

1)IIpenroioKuTeIbHBIN TUarHO3.

2)MeTo/1bl TUArHOCTHKHU

Omanon omeema.



1)MKB-10: F 84.2 Cungpom Perra
2)MeTo/1bl AMATHOCTUKHU: MOUCK MyTanuu B rene MECP2

3ananue 53 Ilamuent - geBoyka S5 net. XKamoObl Ha 00JIM B KOCTSIX, YaCThIC MEPEIOMBI, OOJIBIIION
*KUBOT. O0bexkTHBHO: 104cM/16KT, KOKa OsieHAas1, OOJIBIION KUBOT, FEIaTOCIIEHOMET aJIHs,
BbIpakeHHasi BeHO3Hast ceTb. OAK: aneMust TpoOMOOLIMTOTICHUS ICHKOTICHHUSL.

1)IIpearnonoKUTenbHbIN UarHo3.

2)MeToabl THarHOCTHKH.

Omanon omeema.

1) E 83.0 bonesns 'omre

2) OAK, broxumust KpoBH, OTIpe/ieieHHe aKTHBHOCTH OeTa-TIIIo0KoIepeOpo3nassl,
nencuromerpusi, MPT kocreit JIHK- cekBeHMpOBaHKE K30HOB M IIPUIK30HHBIX YUAaCTKOB
uHTpoHOB reHa GBA

3ananue 54 Ilanuent - manpuuk 4 net. XKanoObl Ha 3aA€pKKY IICUXOPEUEBOT0 PA3BUTHS, YXOA
oT obmeHust. O0bekTUBHO: 118cM/22kT, O0JIbIIIast TOJIOBA C BEICOKUM U IIHPOKUM JIOOM,
JUTMHHOE JIUIIO C YBEJIUYCHHBIM TOI00POAKOM, YIIIH OOJBIIHE, KUCTH M CTOTBI IIUPOKHE,
JTUCTATbHBIC (PAJIaHTH TIAJIBIIEB TAKXKE IITUPOKHUE, TUTIEPMOOMIBHOCTD CYCTaBOB U
TUTIEPIJIACTUYHOCTh KOKH. PEOCHOK HE KOHTAKTHBIH, C MPU3HAKAMH ayTH3Ma.

1)IIpearnonoKUTeNbHbIN TUArHo3.

2MeTto bl IMarHOCTUKH.

Omanon omeema:

1) MKB-10: Q 99.2 Cunapom MapruHa - benna (CHHIpOM JTIOMKOH X-XpOMOCOMBI)

2) Omnpenensiercst konnuectBo L[ T-MoBTOPOB M MX CTATYC METHIIMPOBAHUS C TIOMOIIBIO

SH/IOHYKJIEa3HOU PECTPUKIIUU U Cay3€pH-OJIOTTHHTA.

3amanwue 55 INanueHt - myxuuHa 28 net. becruomusiii 6pak - 5 ner. O0bexkTuBHO: 186¢M/108KT,
TEJIOCJIOKEHHUE TI0 )KEHCKOMY THITY, THHEKOMACTHS, KPaCHbIC CTPUH HA JKUBOTE, THUIOTLIA3HS
SINYEK.

D)IIpearnooKuTeabHbIN AHArHO3.

2)MeTtoabl THarHOCTHKH.

Omanon omeema:

1) Cunapom Knsadensrepa

2) MHccrnenoBanue KapuoTHIIA
3ananue 56 IlarueHT — HOBOPOXKAEHHAs, CpoUHbIe poabl. O0bekTHBHO: 2600r/48CM,
MuKpoOpaxuuedanus, CHHO(GPHU3, IITHHHBIE 3aTHYThIe PECHULIBL, Te(OPMUPOBAHHBIE YIITHBIE
PaKOBUHBI, MaJICHbKUN HOC, MUKPOT€HHSI, TOHKAasl BEpXHsis I'y0a, poT B BHJIE TIOTyMecsIIa,
MaJICHbKHE KUCTH U CTOIBI, KIIMHOTAKTHIINS V TaJIbIIeB KHCTEH.

1)TIpearnonoKUTeNbHbIN THarHo3.
2)MeToabl THArHOCTHKH.

Omanon omeema:

1) Kopuemnus ne Jlanre

2) JluarHos Ha OCHOBE KJIMHHYECKHX MposiBiieHHH ( TUMHMYHBIC YEPTHI JIMIIA SBIISIFOTCS

HauOoJee MUPOKO MPUHSATHIM KPUTEPHEM IS MOCTAHOBKH Muarno3a) OmpenencHue
mytauit NIPBL, SMCIA unun SMC3
3)



3ananue 57 IanueHT — HOBOPOkAeHHBIH. OOBEKTUBHO: MUKpOIe]aus, CKOIEHHBIN 100,
THIIOTENOPU3M, MUKpO(TanbMus, paciiesinHa ryosl 1 HeOa, HU3KO MMOCAKEHHBIE U
neopMHUpOBaHHBIE YIIHBIE PAKOBUHBI, TIOJIHIAKTHIINS OCTAKCHATIBHAS, «CTOTA-KaYallKa,
BIIC, MukponeHuc, KpulTopxus3M JIByCTOPOHHUH.

1)IIpearnonoKUTeNbHbINA UarHo3.

2)MeTo/1bl IMarHOCTHKH.

Omanon omeema:

1) Cunnpom DnBapca

2) UccnenoBanue kapuoTuna

3amanue 58 I[NanueHTt — HOBOpokieHHbIH. OOBEKTHUBHO: AJOHOIIECHHBIH, 28001/48CM,
MUKpoI1iedanus, aHTUMOHTOJIOUTHBIN pa3pes3 ria3, MpIIIeuyHasi TUIIOTOHUS, JIYHOOOpa3HOE JIUIIO,
TUIEPTENOPU3M, IJ1a4 peOeHKa, HATOMHUHAIOIIUHN KOIlIaybe MSYKaHbE.

1) IpeAmnosoKUTENbHBIN THArHO3.
2)MeTo/1bl IMarHOCTHKH.

Omanon omeema:
1) Cunnpom Jlexxena (CHHAPOM «KOIIAYBEro KPUKa)
2) UccnenoBanue kapuoTuna

3amanwne 59 INanuent 4 net. XKanoOwl Ha 3aAepKKY TICUXOpEYeBOTO pa3BUTHI. OOBEKTUBHO:
CBETJIbIE BOJIOCHI, FOJIyOBI€ I1a3a, T0JIMXOCTEHOMENHS, BOPOHKOOOpa3Has IrpyiHas KJieTka,
TUIEPMOOUIIEHOCTD CYCTaBOB, apaXxHOJAKTHIINS, CyOIIOKCAIUs XPYCTaINKOB.
DIIpearnonoKuTebHbIN JUATHO3
2)MeToabl THarHOCTHKH.
Omanon omeema:
1) Cunapom Mapdana
2) DxoKT', uccnenopanue myraruii FBN1
3)
3amanue 60 [Mamuent 5 net. XKanoOwl Ha 3aA€PKKY TICUXOPEYCBOTO PA3BUTHS, TPUCTYITBI
HEMOTHBUPOBAHHOTO cMexa. OObeKTUBHO: MUKpoOpaxuiedanusi, MaKpOCTOMHUS, MBIILICYHAS
TUIOTOHMSI, TOXOAKA M0 TUITY «MEXaHUYECKON KYKIIbI»
D)IIpearnonoKuTeabHbIi THArHO3.
2)MeTo/1bl TUArHOCTHKH.
Omanon omeema:
1)Cunapom AHrenbmMaHa
2) UccnenoBanue kapuoTumna
3ananue 61 Ilanuent - HOBOpoxkAeHHBIH, HanpasyieH B MI'K mi1st oGcrneioBanus B CBSI3U €
nosbliieHueM ypoBHst HeoMIPT-90 ur/mi, perectTPT-50 Hr/mi, xiopuabl moTa-75 MMOJIb/1
1)TIpearnonoKUTeNbHbIN HArHo3.
2)MeTo/1pl THarHOCTHKH.
Omanon omeema:
1)MyxkoBucunos
2) Pentren npu poxaenuu 3arem 1p/ron, Crnuporpadus 1p/3 mec, KOHTPOIb MUKPODIOPHI
1p/3 mec, onpenenne myranuii rera CFTR



3ananue 62 IlanueHT — HOBOpOXkAeHHBIH. OObeKTUBHO: Macca Tena 2400r, HU3KO NoCaXKeHHbIE,
ne(OpPMUPOBAHHBIC YIIIHBIE PAKOBUHEI, TOTUXOLEhaINsi, MUKPOTEHHUs, KOPOTKHUE TIIa3HBIC IIEIH,
MUKPOCTOMUSI, IIEKCOPHOE TIOJIOKEHUE NANIBIIEB PYK, TaxoBas rpepka, BIIC. 13 anamue3a —
OepeMEeHHOCTh MTPOTEKaIa ¢ MHOTOBOIUEM, OTMEYaach cliadast akTMBHOCTH 1012, Ha Y3U —
€MHCTBEHHAS apTepHs MyITOBUHBI, MaJeHbKasl TUIAlICHTA.

1)IIpearnonoKUTeNbHbIN UarHo3.

2)MeTo/1bl IMarHOCTHKH.

Omanon omeema:

1)Cunnpowm [laray

2) UccnenoBanue kapuoTuna

3amanue 63 INanuent - 6epemennas 42 yiet, cpok 6epemeHHOCTH 18 Henenb, qaHHas
6epemenHocTh 3 (1 u 2 — MmeaukameHTO3HbIE a00pThI). KoHCYnbTHpYyeTCs 10 pe3ynbTrataM
MpeHaTaJbHOro cKpuHuHIa 1 Tpumectpa. Beisiinensl Y3U mapkepsl: BoasHKa moaa, TBII-8mwM,
ypoBenb PAPP-A-0,49MoM, B-XI'U-1,11MoM.

1)IIpearnonoKUTeNbHbIN TUarHo3.

2)MeTo/1bl TMArHOCTHKH.

Omanon omeema:

1) 035.1. XpoMoCOMHBIE aHOMAITUH Y T10/1a (MIPEAoaracMpIe), TpeOyromme

MIPEIOCTABICHUS MEAUIIMHCKOW MOMOIIIN MaTepH.

2) laBa3uBHas peHaTaIbHAs TUarHOCTHKA

3amanne 64 I[NanuenT - manpunka 12 net. KamoObl Ha 60K B HOTax, MPUCTYIIBI CEPALICONCHHS.
OOBEKTUBHO: TOJMXOCTEHOMEIHSI, TPYAHON KU(DOCKOINO3, TUTIEPITACTUIHOCTD KOXKH,
«TaMPOCHBIEY» PYOITBI HA TOJICHSAX M B 00JIaCTH KOJICHHBIX CYCTaBOB, TUTIEPTIOIBHIKHOCTh
KPYITHBIX U MEJIKUX CYyCTaBOB, IIPOJOJBLHOE TIOCKOCTOIIHE.

D)IIpearnooKuTeabHbIA AHArHO3.

2)MeToabl THarHOCTHKH.

Omanon omeema:

1)Cunapom Dinepca-Jlanioca

Ox0oKI', MonekymsipHO-TeHeTHYeCKoe uccienoBanue «HacnencTBennbie 3a001eBaHme
COEIMHUTENLHOM TKaHN

3ananue 65 [lanueHt - neBouka 5 set. J)KanmoObl Ha KUAKHUI 3TIOBOHHBIN CTYII, B3AyTHE KUBOTA,
noTepro Beca. M3 anamHesa: nepBbie cUMNTOMBI ¢ 11 Mec. mocine pacuupenus MUTaHus, co CJIOB
KHUJIKAN CTYJ BO3HHMKAET Mocie ynoTpediaeHus xieda, neyenbs. OobexTuBHO: 100cM/12KT, KOXKa
OneaHas, MbIIIeYHas TUIIOTOHUS, OOJIBIIION KUBOT

1)TIpearnonoKUTeNbHbIN HArHo3.

2)MeTo/1pl THarHOCTUKH.

Omanon omeema:

1)AHTHTENA K TKAHEBOW TpaHCaMUHA3€e, aHTUTENA K TIIHOJANHY, THTUTENA K Y9HIOMU3HUIO U
PETUKYIIMHY, TECT Ha 0OIIHi Oeok, TecT Ha anbOoymuH; HLA tunuporanne DQ2/DQ8

3ananue 66 Ilanuent - HOBOpOXAEHHAs HA 5€ CYTKH OTKa3 OT €/Ibl, pBOTa, CyA0POTH, Ha 6€
cytku B APO MeTabonnueckuii KeToaIu103 U TUIIOTIMKEMHUs], Ha 7€ CyTKU — JAeTHJIpaTaliH,



nporpeccupytomias ieraprus. OObEKTHBHO: OT MAIUEHTA UCXOIUT Crienu(UIeCcKuit
CJIAIKOBATBIN 3amax.

1)IIpenrnonoXuTenbHplil TMarHos.

2)MeTo1bl AUATHOCTHKH.

Omanon omeema

1)bousie3ns «kienoBoro cuponay (Jleiunos)

2) I'azoBas xpomarorpadus 00pa3ioB MOYH; AMUHOKHMCIIOTHI TTa3Mbl (IIOBBIIICHHE
aJjuion3oJieninHa) - B pa3padotke; [JHK- nuarnoctuka (4acteie Mmyranuu
B renax BCKDHA, BCKDHB)

3ananue 67 Ha ocMoTpe peGeHOK 5 JIeT - TeJeKaHT, FeTepOXpOMHUS Paay>KKHU U BOJIOC Ha r0JIOBE,
HelipoceHcopHas Tyroyxocts III-1V crenenu. B pomocnoBHol - y MaTtepu cenast mpsiib, y OpaTta
TYTOyXOCTb.

1)IIpearnonoKUTenbHbIN TUarHo3.

2)MeTo/1bl TMarHOCTHKH.

Omanon omeema

1)Cunapom BaapnenGypra

2) duarHo3 ycTaHaBIMBAETCS] HA OCHOBAHWHU KIIMHUYECKUX JTAHHBIX, U3yYEHHS] CEMEMHOTO
aHaMHe3a, MOJIEKYJIIPHO-TeHeTHYeCKOM nuarnoctuku, ¥3U rnaza, MPT, KT

3amanwue 68 INanuent — manpumk 1,5 roga. KamoObl Ha CyXOCTh U IICTYIICHUE KOXKH.
OOBEKTUBHO: KOXKa CcyXas ¢ OOJIBIIMMH TEMHBIMH YEIITYHKaMH ¥ BIPaKEHHBIM THIIEPKEPATO30M
B 00J1acTH pa3rudaTebHBIX TOBEPXHOCTEN JIOKTEBBIX U KOJICHHBIX CYCTABOB.

D)IIpearmnooKuTeabHbIN THArHO3.

2)MeToabl THarHOCTHKH.

Omanon omeema

1)BynbrapHslii UXTHO3

2)JInarHo3 cTaBUTCS HA OCHOBAHUM KIIMHUKHU

3ananue 69 Ilamuent - pedeHok 1 roga. OOBEKTUBHO: BRIpAXKEHHAS 3a/IePIKKa
MICUXOMOTOPHOTO Pa3BUTHUSA, CYJOPOTH, MBIILIEYHBIA TUIIEPTOHYC, CKPYUYEHHBIE JIOMKHE BOJIOCHI.

D)IIpearnooKuTeabHbIi JHATHO3.

2)MeToabl THarHOCTUKU

Omanon omeema

1)Cunapom Menkeca

2)KT, MPT, 2D3I" MosekynspHO-TeHeTHUeCKOe uccieoBanue nouck myrauii ATP7A

3amanue 70 Ilanuent - neBouka 6 jet. XKanoObl: Ha HU3KUH poCcT. OOBEKTHBHO:
104cm/18xkr, 1TO3 ABYCTOPOHHUM, aHTUMOHTOJIOMTHBIN pa3pes ria3, KpbUIOBUIHBIE CKJIAIKHU Ha
1iee, BaubrycHast 1eopmarivsi JOKTEBBIX CYCTaBOB.

1)TIpearnonoKUTeNbHbIN HArHo3.

2)MeTo/1bI TUAarHOCTHUKHU.

Omanon omeema

1) Cunapowm llepemeckoro -Tepuepa

2) MHccrnenoBanue KapuoTUIia



3ananue 71 amuent- 1,5 mec. XKanoOsl: uioxas npudaBka B BeCe, CHUKCHHBIN alleTuT,
cpbiruBanue. Poquiics ¢ KIMHUYECKON BPOKACHHOW KUIIEYHON HEITPOXOoAUMOCThIO . Hamoxxena
nneocroma. [lo crome onpenensercs BOAIHUCTOE KUIIEYHOE CONEPKUMOE C JKUPHBIM OJIECKOM.
B teuenue nocienHei Heaenu 0TMEUAETCs Kallleb, TeMIieparypa HopMaibHasi. Co CI0B MaMbl
KOa peOCHKa NMEET BBIPAKEHHBIN COJICHBIN BKYC

1)IIpearnonoKUTeNbHbINA UarHo3.

2)MeTo/1bl TUarHOCTUKU

Omanon omeema
1)MykoBucuio3
2) OnpeneneHue ypoBHS XJIOPUIOB MOTa, KOMIpOoTpaMMa, aHaIi3 Kajla Ha TaHKPEeaTUYeCKYIo
AIIacTasy, HCCIe0BaHNe YacThIX MyTanwmii B rene CFTR

3amanue 72 INanuent - myxunHa 23 rona. XKanoOwl Ha Oecriionue. B neTcTBe yacThie
pecnpaTopHbie 3a00JIeBaHMsI, CHHYCUTHI. [IpOBOAMIINCH TyHKIIMHA BEPXHEUYEITIOCTHRIX Ta3zyX. [1o
JAHHBIM CIIEPMOTPAMMBI — 2300 CITEPMHUS

1)IIpearnonoKUTeNbHbIN TUarHo3.

2)MeTo/1pl TMarHOCTUKU

Omanon omeema
1)MyxkoBucuao3
2) uccienoBanue yacTeix Mytanuii B rene CFTR

3amanne 73 Ha mpuem oOpaTmiiach MaTh peOEHKA ¢ pe3yIbTaTaMi HEOHATAIBHOTO CKPUHHUHTA.
Manbunk 8 gHei xu3HU. JKamoObl Ha KENTYITHOCTh KOJKHBIX ITOKPOBOB, CPBITMBAHUE, KUTKAN
ctyn. [To pe3yapTaTaM HEOHATAIBLHOTO CKPUHHUTA: O0IIast TaJlakTo3a KPoBH 27 MT/IT

D)IIpearnooKuTeabHbIA AHArHO3.

2)MeTo/1bl TUarHOCTUKHU

Omanon omeema

1)I"anakTo3zemust

2) aHaJIM3 aKTUBHOCTH (hepMeHTa rayiakTo3o-1-dochar-ypuaunrpanchepassr (I'AJIT),
JHK-guarnocruka (reaa GALT)

3ananue 74 Ilanuent-geBouka 1,5 ner. C 3 aHS )KU3HU PELIMAUBUPYIOLIME S1IU30/1bl PBOTHI,
CIyTaHHOCTU co3HaHUs. HaOmromaeTcss HEBPOJIOTOM B CBSI3U C 3a/IeP>KKOM pa3BUTHUs. B kpoBu
oTMevaercs Metaboamdeckuid aruao3. TMC kpoBu: C3 MOBBIIICH, aMUHOKHCIOTH B MOYE —
MOBBIIICHUE METHIIMAJIOHOBOM KHUCIIOTHI

) IpennoaoKUTeIbHbINH IUATHO3.

2)MeToabl THarHOCTUKU

Omanon omeema

1)MeTuinmManoHoBas aluaypus

2) MonekynspHO-T€HETHYECKOe UCCIIeIOBAHHE

3ananue 75 Ilaruent 20 aueit sxusnu. Haxoautcs B8 APO ¢ KIIMHUKO#M NOJMOpraHHOM
HJI0OCTaTOYHOCTH. B BO3pacTe 5 CyTOK JKM3HH COCTOSIHHE peOeHKa PE3KO YXYIIIUIOCH 32 CUeT
HapacTaHUsl HEBPOJIOTMYECKON CUMITOMATUKU B BUJie cuHapoma yruerenus LIHC,



reHepaATM30BaHHBIX CyIOpoT B KpoBH oTMeUaeTcsi MeTabOIMYEeCKH JTaKTaT-auma03. B Mmode

IMManMCHTA MOBBINICHA KOHICHTpPALIA 3-I‘I/II[pOKCI/IHpOHI/IOHOBa5I KHUCJIOTa

) IpearnonoKuTeIbHbINA HArHO3.

2)MeTo1bl IUArHOCTHKU
Omanon omeema

1)IIponnnoHoBas auuypust

2) TMC, npoBexnenue ceksennpoBanusi metogoM NGS, Brirouarommecs: B ce6st reast PCCA

u PCCB
KPUTEPUMU oneHNBaHNSA KOMIIETEHIINHA U IIKAJLI OLIEHKHU

Ounenka Ouenka Ouenka Ouenka
«HEYAOBJICTBOPUTEIbHO» | KYAOBJETBOPUTEIBHO» | «XOPOLIO» «OTJIMYHO»
(He 32aYTEeHO) WJIH (3a4TeHo) Wiu (3a4TeHo) (3a4TeHo) Wi
OTCYTCTBHE YAOBJIETBOPUTEIbHbIN | HIH BBLICOKM
chopMupOBaAHHOCTH (moporosbiii) AOCTATOYHBIH YPOBEHb
KOMIIeTeHIINH YPOBEHb OCBOCHUSA YPOBEHb OCBOCHMS

KOMIIeTeHIIUH 0CBOEHHUSI KOMIIeTEHIIUH

KOMIIeTEeHIUH

HecnocoOHoCTH OO6yuaromuiics OO6yuaromuiics OO6yuaromuiics
oby4aromerocs JEMOHCTPUPYET JEMOHCTPUPYET JIEMOHCTPUPYET
CaMOCTOSITEIILHO CaMOCTOSITEILHOCTh B CaMOCTOSITENIBHOE | CITIOCOOHOCTH K
MPOJIEMOHCTPHPOBATH NpUMEHEHUH 3HAHHH, pUMEHEHHE TIOJTHOM
3HAHUS MPU pelICHUN YMEHUM 1 HABBIKOB K 3HAHUM, YMEHUM U | CaMOCTOATENbHOCTH
3a/IaHAM, OTCYTCTBHE PEIICHHIO YIeOHBIX HaBBIKOB TIPH B BBIOOpE crioco6a
CaMOCTOSTEIILHOCTH B 3aJIlaHU B TIOJTHOM pEICHNY 3a/IaHUH, | pelleHHS
MPUMEHEHUH YMEHHIA. COOTBETCTBHH C AHAJIOTHYHBIX HECTaHIaPTHBIX
OTCcyTCTBHE TOATBEPKACHHUS | 00pa3I[oM, TaHHBIM oOpasmam, 4To 3aJIaHAH B paMKax
HATNYHS MpernoJiaBaTenemM, 1o TOJTBEPIKIAAET JICIUTUTAHBI C
c(OpPMUPOBAHHOCTH 3aJIaHUsIM, pEIeHNE HaJIU4ne UCIIOJIb30BaHUEM
KOMIIETEHIIUU KOTOPBIX OBLIO MOKa3aHO | COPMHUPOBAHHOW | 3HAHWU, YMEHHUH U

CBUETEIECTBYET 00
OTPHUIATEIBHBIX PE3yIbTaTaX

npenogaBaTeiicM, CICAYyET
CUHUTAaTh, YTO

KOMIIETEHIINY Ha
0oJ1ee BEICOKOM

HaBBIKOB,
TTONTyYEHHBIX KaK B

OCBOCHUSI y4eOHOM KOMITETEHLINS ypoBHe. Hanmnumne | xome ocBoeHus
JUCLUIUIMHBI chopMupoBaHa Ha Taxkou JTAHHOUI
YIIOBJIETBOPUTEIHLHOM KOMIIETEHIIMN HA | JUCLUIUIMHBI, TaK U
YPOBHE. JOCTaTOYHOM CMEXHBIX
YpOBHE JUCLUIUINH,
CBUJCTEIBCTBYET | CIEAYET CUUTATh
00 yCTOMYNBO KOMIIETEHITUIO
3aKPETIICHHOM chopMupoBaHHON
MPAKTUIECKOM Ha BBICOKOM
HaBBIKE YpPOBHE.
Kpumepuu oyenusanus mecmogozo KOHmMpoa:
MPOLICHT NPAaBUJILHBIX OTBETOB OtmeTKH
91-100 OTIMYHO
81-90 XOpOIIO
70-80 YJIOBJIETBOPUTEIBHO
Menee 70 HEYJIOBJIETBOPUTENHHO




HpI/I OILICHUBAaHHUU 3aIIaHI/II\/JI C BI:I60pOM HCECKOJIbKUX IMPaBUJIbHBIX OTBETOB AOITIYCKACTCA OAHA

ommoOka.

Kpumepuu oyenueanusn cobecedosanus:

Jdeckpunropsl

yMeHHe 00bSICHATH

JIOTHYHOCTDb H

OTMeTKa (mpeacTaBJsiTh) MoCJ1e10BaTEILHOCT
NMPOYHOCTH 3HAHUI CYLIHOCTD SIBJICHUIA, b OTBeTa
NMPoIeccoB, 1eJaTh
BBIBO/IbI
OTJIMYHO MPOYHOCTH 3HAHUIA, BBICOKOE YMEHHUE BBICOKAs JIOTUYHOCTh
3HaHUE OCHOBHBIX OOBSICHATH CYIITHOCTh, | U
MPOLECCOB U3YHaeMOM SIBJICHU, IPOLECCOB, MOCIIEI0BATEIbHOCTh
MpeIMETHOM 001acTH, COOBITHI, enaTh OTBETa
OTBET OTIINYAETCS BBIBOJIBI U 000OIIICHUS,
TTyOMHOM ¥ TIOJTHOTOM JlaBaTh
PACKpBITHS TEMBI; apryMEHTHPOBaHHBIE
BJIaJICHUEM OTBETHI, MPUBOUTH
TEPMHUHOJIOTHIECKUM MIPUMEPBI
amnmapaToM; JIOTHIHOCTHIO
U MOCJIEI0BATEIBHOCTHIO
OTBETA
XOpOILIO MIPOYHBIE 3HAHUS yMEHHE OOBACHATD JIOTUYHOCTh U
OCHOBHBIX ITPOLIECCOB CYILLIHOCTb, SIBJICHUH, MIOCJIEI0BATEIBHOCTh
HU3y4aeMoU MPEeIMETHOM MPOIIECCOB, COOBITUH, OTBETa
obnacTu, oTIu4aeTcs JIenaTh BBIBOABI U
TTyOMHOM ¥ TIOJTHOTOM 0000111eHM, 1aBaTh
PAaCKpBITUS TEMBI; apryMEHTUPOBAHHbIE
BJIQJICHUE OTBETHI, IPUBOJUTH
TEPMUHOJIOTHYECKUM IIPUMEPBIL; OJHAKO
anmnapaTom; cBoOOIHOE JIOTIyCKaeTCs OJIHA - JIBE
BJIQJICHUE HETOYHOCTHU B OTBETE
MOHOJIOTHYECKOU pEeYblo,
OJIHAKO JIOITyCKAaeTCsl OJHa
- JIB€ HETOYHOCTH B OTBETE
YIIOBJIETBOPUTE | YAOBJIETBOPUTEIIbHBIE YIOBJIETBOPUTEIBLHOE YIOBJIETBOPUTEIIbHAS
JIBHO 3HaHUs IPOLIECCOB yMEHUE JaBaTh JIOTUYHOCTh U
U3y4aeMoil mpeIMeTHON apryMEHTUPOBaHHbIE MIOCJIEI0BATENbHOCTh
obnacTu, OTBET, OTBETHI U IPUBOJUTH OTBETa
OTJIMYAOIIUCA IPUMEPBHI;
HEJO0CTAaTOYHOU TITyOMHOUW | yIOBIETBOPUTENHHO
Y TIOJIHOTOM PacKpbITUSA chopMUpPOBaHHbIE
TE€MBbI; 3HAHUEM OCHOBHBIX | HAaBBIKM aHaJIM3a
BOIIPOCOB TEOPHH. SBJICHUH, MPOIIECCOB.
JlonyckaeTcsi HECKOIbKO Homnyckaercs
OIINOOK B COJICPKAHUH HECKOJIBKO OIHOOK B
OTBETa COJIep’KaHUU OTBETA
HEYJIOBJIETBOPH | cllaboe 3HaHHE W3yd4aeMOil | HEeyMEHHUE JaBaTh OTCYTCTBHE
TEIBHO MpeIMeTHOH 001acTH, apryMEHTUPOBaHHbIE JIOTUYHOCTH U
HEerJ1yOOKOe PacKphITHE OTBETHI




TEMBI; claboe 3HaHue MOCIIEZIOBATEILHOCTH
OCHOBHBIX BOTIPOCOB OTBETA
TEOPUH, CIIa0ble HABBIKU
aHajau3a SBJICHUM,
npoueccoB. Jlomyckarorcs
Cepbe3HBIC ONUOKH B
COJICpP’)KaHUU OTBETA
Kpumepuu oyenueanua cumyayuonnoix 3a0au:
Jeckpunropsl
OTMeTKa FE— aHaJIN3 HABBIKH npodeccuoHaIbLHOE
CUTyalMu peleHust MBbIIIIEHHE
npooJieMbl
CUTYalNu
OTJINIHO ITOJTHOE BBICOKAS BBICOKAS BBICOKHI YPOBEHB
MOHUMAaHHE CIIOCOOHOCTh CIIOCOOHOCTH poheCCHOHAIBHOTO
rmpooOseMbl. Bce  laHanm3upoBaTh [BHIOpATh METOJ  [MBIIIJICHHS
TpeOoBaHUS, CUTYAITHIO, peleHus
MPEIBABISEMBIC  |e1aTh BBIBOBI [IIPOOJIEMBI,
K 3aJIaHHFO, YBEpEHHBIC
BBITIOJTHEHBI HABBIKU PELICHUS
CUTYyalluu
XOpOIII0 IOJIHOE CIIOCOOHOCTH CIIOCOOHOCTH ITOCTaTOYHBIN
[MOHMMAaHHE QHAJIM3UPOBATh [BHIOpATh METOJ  [yPOBEHBb
rmpooseMsl. Bece  cutyaruto, perieHus MpoeCCHOHAIBHOTO
TpeOoBaHus, NeNiaTh BHIBOJBI  [TPOOIEMbI MBIIIIJICHHS.
MpeIbsBIsSEMbIE YBEpEHHbBIE JlomyckaeTtcst oiHa-
K 3a/1aHUIO, HABBIKW PELICHUS |[1BE HETOYHOCTHU B
BBITIOJIHEHBI CUTYyalluu OTBETE
YIOBJIETBOPUTE [HAaCTUYHOE YIOBJIETBOPUTE [yIOBIETBOPUTEIb [TOCTATOUHBIN
JIBHO [MOHMMAaHKE ITbHAs HbIC HaBbIKU YPOBEHb
MPOOJIEMBI. CIIOCOOHOCTh perieHus MpoeCCHOHAIBHOTO
bonpIMHCTBO QHAIM3UPOBATh (CUTYaIUH, MBIIIITICHHS.
TpeOoBaHUM, CUTYaIHIO, CIIOKHOCTH C Jlomyckaetcst Ooee
MpeIbSBISEMBIX |1€1aTh BHIBOABI [BHIOOPOM METO/A [1BYX HETOUYHOCTEH B
K 3a/1aHUIO, pEIlIeHus 3a/1a4i  |0TBETE MO0 omudKa
BBITIOJTHEHBI B
MOCIIeIOBATEIbHOCTH
perieHus
HEYJOBJIETBOPH HEMOHUMAaHUE HU3Kas HEJIO0CTaTOYHbIE  [OTCYTCTBYET
TEIBHO MpOOIeMBI. CIIOCOOHOCTH HABBIKU PEIICHUS
MHuorue QHATM3UPOBATh (CUTYaIlUU
TpeboBaHus, CUTYAIUIO
MpeIbsBIsSEMbIC
K 3a/IaHUI0, HE
BBITIONIHEHBI. HeT
oTtBeTa. He ObLI10
MOTIBITKH PEIIUTh
Bamaqy
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