10 CIICHHUAJIBHOCTHU

1. ITacnopt poHIa OLIEHOYHBIX CPEACTB
M0 TUCIUIUINHE/MOAYIIO, TpaKTUKe MeaunnHcKas FeHeTHKa

31.08.74 CtoMaToI0THs XUPYPrUdeCcKast

Kountponupyemsie pasensl Kon PesynbTarel 00yueHus 1o HaumenoBanu
Ne (TeMbl) TUCITUTUIMHBI KOHTPO TUCIUILINHE € OLIEHOYHOTO
n/ IUpyeM CpeacTBa
I on BUI | KOJIHY
KOMIIET €CTBO
SHIUHN
1. | Pasnen 1. YpoBuu opranmszauun | YK-1, | 3nars: Tectsr | 30
HACJIEICTBEHHOI'O MaTepuara. I1K-7 *YPOBHM OpraHU3aLHHI Cur. 7
Hacnencreenusie 3a001eBaHuUs. HacCJEACTBEHHOTO MaTepuaa, 3a/1a4
Paznen 2. Metoanl THUIIBI XPOMOCOMHBIX aHOMaIUH Hu

HCCIICOAOBAHUS B MG,Z[HLIHHCKOﬁ
reaetuke. Jleuenue
HaCHeHCTBeHHOﬁ I1aTOJIOTUH.

Y T€HHBIX MyTalHi
*KJIMHUYECKYIO
XapaKTePUCTUKY OCHOBHBIX
XPOMOCOMHBIX, MOHOTEHHBIX U
MYJIbTU()AKTOPHATIEHBIX
3a00JI€BaHNM U CTHUTM
sMOpHoreHe3a

*METOJIbI THArHOCTHKH
HACJIEICTBEHHBIX 3a00IeBaHMit
*TIPUHIIUIIBI JICUCHHS
HACJIEACTBEHHOM MAaTOJIOTHU

* KJIMHUYECKUE TPOSBICHHUS
OCHOBHBIX HACJIEICTBEHHBIX
3a00/1eBaHNI

* KJIaccUpUKAIIIO
HACJIEICTBCHHBIX 3a00J1¢BaHUI
* METOJBI TUArHOCTUKH
HACJICICTBCHHBIX 3a00J1eBaHUI
* METO/bI MPEHATATBLHHON
MAArHOCTHUKHY MATOJIOTHH IIIOLA
YMerh:

* pa3paboTarh MIaH
JUAarHOCTUYECKUX U JICYCOHBIX
NEWCTBUM MPU HACIIEICTBEHHOU
MaTOJIOTHH

* chopMynHpOBATH MOKA3AHUS
K 00cie10BaHus IPU
MMOJ03PCHUH HA
HACJIEJICTBEHHYIO MMaTOJIOTHIO
MalyeHTa WM ero
POJICTBEHHUKOB

*pazpaboTaTh MIaH
JIUAarHOCTUYECKUX U JICYCOHBIX
JNIEUCTBUI HA dTaIe
MPEHATAIBHON JUArHOCTUKHU
*cOpMyTHPOBATH MOKA3aHUS K
n30UpaTenbHOMY METOTY
oOcneoBaHus IPH




MOJ03PCHUH Ha
HACJIEJICTBEHHYIO MMaTOJIOTHIO
MalyeHTa WM ero
POJICTBEHHUKOB

*paccuuTaTh PUCK POXKICHUS
pebeHKa ¢ HaCIeICTBEHHOM
MaTOJIOTHEH B CEMBE,
MMEIOIIEH HACIEeACTBEHHOE
3a00JIcBaHueE

Baaners:

* METOJI0JIOTHEH aOCTPAaKTHOTO
MBIIIJICHYS, aHAIM3a ¥ CHHTE3a
MOTY4eHHOW HHGOPMAIIHH JIJIs
YCTaHOBJICHUS KJIMHHYECKOTO
JAarHo3a HacJIeICTBEHHOIO
3a00JIeBaHUS

* METOJIaMU TTPUMEHEHUS
JIEKapCTBEHHBIX MMPENapaToB U
HEMEIMKAMEHTO3HBIX CPEJICTB
B IIpOIIECCE JICUYEHUS U
peabunuTanuu

*METOJI0JIOTHEN aOCTPAaKTHOTO
MBIIIJICHYS, aHAIN3a U CHHTE3a
MOTY4eHHOW HHGOPMAIHH JIJIs
YCTaHOBJICHUS KJIMHHYECKOTO
JIAarHo3a HacJIeICTBEHHOIO
3a00JIeBaHUs IO Pe3ylIbTaTaM
FEHETUYECKOro 1
KJIIMHUYECKOT0 00CIIEJOBAHUS

2. OHEHOYHBLIE CPEJICTBA
2.1. TecToBBIC 3aJaHHUA N0 TUCIHUIIJINHE

TecToBbIe 3alaHusA C BApyuaHTaMU OTBCTOB

Ne
KOMIIETEHIIHH,
Ha
dhopmupoBaHue
KOTOPOHU
HaIPaBIICHO
3TO TECTOBOE
3aJjaHue

1. Yrto Takoe amaean?

1) PaBHBIe BApUAHTBI OJJHOI'O M TOTO XC I'CHa, 3aHUMAromue OJHH U TOT KC
HOKyC B T'OMOJIOTHUYHBIX XpOMOCOMaX n OHpGI[CJIHIOH_U/IC BO3MOXXHOCTH
Pa3BUTHA PA3HBIX BAPUAHTOB OAHOI'O U TOI'O JKC IMPHU3HAKA.

2) Ilapa reHoB, OTBEYAIOUIMX 3a PA3BUTUE OJHOTO M TOrO € MpPU3HAKA B
TEHOTHIIE

3) I'eHbl, KOHTPOIMPYIOIIHME TPOSBIECHUE BAPUAHTOB OJJHOTO TPU3HAKA.

2. Yto Takoe ¢penorun? Kakoe onpenesienue Bol cuuraere doJiee
TOYHbIM?

1) CoBOKymHOCTH BCE€X TMPU3HAKOB M CBOWCTB OpraHu3Ma, a TaKke
ocoOeHHOCTE  pa3BUTUSL ~ 0COOM,  KOTOpas  SIBISETCS  IPOAYKTOM
B3aMMO/JICHCTBUSI TEHOTHIA C BHEIIHEN CPeaoit

2) COBOKYNHOCTb BHEIIHUX IPU3HAKOB OPraHu3Ma

VYK-1, IIK-7




3) CoBOKYNHOCTb ITPU3HAKOB, II0 KOTOPHIM aHAJIN3UPYETCS OPraHUu3M
4) CoBOKYITHOCTb HAacCJIEICTBEHHBIX IIPU3HAKOB OPraHU3Ma.

3. YTo JIeKMT B OCHOBE MHACTEHHH?

1) HemocTatouHOCTH BBIPAOOTKH alleTUIIXOJIMHA

2) Hapymnienue npoBeieHUsI HEPBHOI'O UMITyJIbCa B CHHAIICAX
3) Hapymienue kanmii -KaJIbIIIEBOTO OajlaHCca B OPTaHU3Me
4) N30BITOK alleTHIIXOJIMHA B OpPTaHU3Me.

4. 3a1a4u reHeaIorn4ecKoro MeToaa u3y4eHust HacJaeACTBEHHOCTH
yeJioBeKa.

1) Onpenenenuie Tuna HacaeqOBaHUS

2) UccnenoBanus MpoOMeKyTOYHBIX MPOAYKTOB OOMEHA BEILIECTB

3) U3yueHne kapuoTuia 4eaoBeKa

4) OnpeneneHue IEHETPAHTHOCTH aJUICIIS

5. IIpu KakoM M3 MepevUuCIeHHBIX HACIEeACTBEHHBIX 3200/1eBaHNIl
pa3BUBaeTcs AeMeHIHA?

1) Xopes 'enTuHIrTOHA

2) Hespanbnas amuotpodus [llapko-Mapu-Tyra.

3) Muonatus — ¢opma Dpba

4) [Iporpeccupyromas MblmedHast tuctpodus — dpopma JlrorieHHa.

6. KaxoB Tun Hacjaegosanusi npu xopee I'eaTrurrona?
1) AyToCOMHO-TOMUHAHTHBIN

2) AyTOCOMHO-PELIECCUBHBII.

3) X-cremnieHHoe TOMUHAHTHOE HACJIeI0BaHHE

4) X-clermieHHOE PEelleCCUBHOE HACJIEI0BaHUE

7. Kakoe 3a00/1eBaHie HMeeT pelleCCHBHBIN CLENVICHHBIH C I0JI0OM THII
HacJenoBanusa?

1) Muonatus /{rormenna

2) bonesnp Tes-Cakca

3) Muonarus miedenonaTo4Ho-IuIeBas hopma

4) bone3ns YHbeppuxrta-Jlynadepra

8. Kakoii MeTo/ m03B0OJIsIET ONpeAe/JIUTh KAPUOTHII IJ10Aa?
1) lluToreHeTHUECKUH.

2) buoxumu4deckuii METoT

3) biuzHenoBkIi

4) MeToJ KITMHUKO-CTaTUCTUYECKOTO aHaIu3a

9. Kakue U3 nepeyucjieHHbIX 3200/1eBAHNI OTHOCATCH K HACJIeICTBEHHbIM
arakcusim?

1) Bone3snp dpunpaiixa

2) Cnactuyeckas naparuierus

3) Xopest ['enTuHrTOHa

4) Muotonus

10. KakoB puck po:xaeHnusi 00J1bHOro pedeHka, ecjiv OIUH U3 poauTesei
0oJieH xopeeii ['eHTUHITOHA U SIBJISIETCHA reTePO3UTOTHBIM HOCUTEJIeM?
1) 50 %




2) 100 %
3)75 %
4) 25%

11. Pe3yabTaToM HapylleHUs] KAKHX MPOLECCOB SIBJSIIOTCH F'eHHbIE
mMyTanuu?

1) OmubKu permKayy, penapaTiBHOIO CHHTE3a

2) Hapymienne kpoccuHTOBEpa

3) HapyuieHnune pacxoxaeHusl XpOMOCOM B MUTO3€

4) Hapymienue pacxoIeHHsI XpOMOCOM B MEHO03e€.

12. Yt1o J1eKUT B OCHOBE BOSHHKHOBEHHS PA3JINYHBIX BUAOB
XPOMOCOMHBIX abeppaumii?

1) Pa3psiB xpoMocom

2) Konbroranust XxpoMocoM

3) Pacxoxxnenne xpomocom B aHadaze Meio3a

4) HepaBHblii KPOCCUHIOBEP

13. Yto Takoe moaumIONaANA?

1) U3meHeHue uncia rarvionHbIX HA0OpOB XPOMOCOM B KapHOTHUIIE
2) 3MeHeHne CTPYKTypbl XpOMOCOM

3) JIro60e U3MEHEHHE Ynciia XpOMOCOM B KApUOTHIIC

4) HapymeHnue reHHOro 0aaHca B TEHOTHUIIE

14. YTo J1eKUT B OCHOBE T€eHOMHbIX MyTaIUii?

1) Hapymienue pacxox1eHusi XpOMOCOM IIPH JI€JIEHUH KIIETOK
2) Kpoccunrosep

3) 3MeHeHue CTpyKTyphl FeHa

4) Hapymenue cautpiBanus HHGOPMAITUH

15. KakoB puck po:xaenusi 00J1HOro pedenka npu 6oJiesnu Hlapko-
Mapu-Tyra, HacjexyeMoil 10 ayTOCOMHO-IOMUHAHTHOMY THILY, HO €
NEHETPAHTHOCTHIO 0K0J10 30%?

1) 15%.

2) 30%

2) 25 %.

3) 50 %.

16. las cunapoma Kiaiitndearepa nandosiee xapakrepHo?
1) ITonoBoii uHpaHTUIN3M

2)OnurodpeHus

3) Huskuii poct

4) Tlopoku BHYTPEHHUX OPTaHOB

17. Kakue 00JMraTopHbie HacJieICTBEHHbIe 3200/1eBaAaHUS BCTPEYAKTCSA
HaubOoJsee yacro?

1) MynbTudakropuaabHbie

2) XpOMOCOMHBIE

3) MoHoreHHbIe

4) C paBHOI1 yacTOTOM

18. Kakue noka3zareyid MCIOJIb3YIOTCS NIPH KJIACCH(PUKAIMHA
HACJIeJICTBEHHbIX 00J1e3Hel?




1) Tun HaciaepoBaHUS

2) Ilepuoa BHYTpUYyTPOOHOTO Pa3BUTHUS

3) DTHonOTHYECKHE

4) Bun u creneHb neeKTHOCTH HACIEICTBEHHOTO MaTepHralia

19. K kakoii rpynmne 00s1e3Heil OTHOCATCS MYKONOJIHCAXAPHI03b1?
1) bone3nu yrneBonHoro ooMeHa

2) bone3Hu munuAHOrO oOMEeHa

3) bone3Hn aMMHOKUCIIOTHOTO OOMEHa

20. YMeHblIIeHHE Pa3MePOB HUKHEH YeJHCTH HA3bIBACTCS:
1) Mukporenus

2) Mukporsatus

3) [Iporenus

4) Petporenus

21. Kakas marojiorusi XxpoMocoMm HalJoaaercsi HauboJiee 4acTo nNpu
0osie3nu layna?

1) Tpucomus no 21-it mape ayrocom.

2) Tpucomus 16-18 nap ayrocom

3) Tpucomus 13-15 map ayrocom

4) Tpucomus noJa0BOH X-XpOMOCOMBI

22. U3 npeacTaBIeHHOr0 HA00OPa MOJIOBBIX XPOMOCOM BbIOepHTE BAPHAHT,
xapakTepHblii 151 cuaapoma Tepuaepa-1llepemesBckoro:

1) XO

2) XXV

3) XXX

4) XXVYY

23. U3 npeacTaBJIeHHOT0 HA0OPa MOJIOBBIX XPOMOCOM BbI0epUTE BAPHUAHT,
xapakTepHblil 151 cuaapoma Kaaiindgearepa:

1) XXVY

2) XO

3) XXX.

4) XXVV

24. MHuorue getu ¢ 0oJie3Hb10 Tess-Cakca nepea cMepTbhIO CJIENHYT U3-3a
HAKOIIEHUSI K ceTYaTKe rAaHIJIM03U/10B, KOTOPbIE BHI3bIBAIOT:

1) ObpazoBanue ‘““BHUILHEBOTO MATHA”

2) HeBpuT 3puUTENbHBIX HEPBOB.

3) XopHOpETUHUT

4) OTcnolKy ceTyaTku

25. Ilpn ¢peHnaxeToHypuu 3adoJieBaHHMe NPOSABISETC:
1) Yepes 2 mecsiia mocie poxkacHus

1) Cpa3y ke nociue poxaeHus: peoeHka

3) Uepes 6 mecsieB mociae poxaCHUS

4) Yepes 1 rox nocie poxaeHus

26. I'eneTnyecknii pucK (BepOSATHOCTH MOSIBJICHUS ONpe/IeeHHOM
00J1€3HN Y KOHCYJIbTHPYIOLIET0Csl U €ro NOTOMKOB) CUNTAETCS BHICOKHM,
ecJId OH paBeH:




1) bonee 20 %
2)1-5%

2) 6-20 %

4) menee 1%

27. KakoBbI BO3MOKHOCTH I'eHEaJIOrHYecKoro Meroaa?

1) [To3BonsgeT ONPCACIINTD TUIIBI HACJICAOBAHHW aHAJIM3UPYCMOTI'O IIPpU3HAKA
2) ITo3BouIIeT ONPEAEIUTD CTENEHD 3aBUCMMOCTH IPU3HAKA OT T€HETUYECKUX
CpPCIOBBIX (aKTOPOB

3) HO3BOJ’I$IGT BBIAAICHUTH COOTHOLIICHHUE I'CHOTUIIOB B HOHYJIHI_[I/II/I

4) Tlo3BoJISIET TMAarHOCTUPOBATH HACIEACTBEHHO O0YCIIOBICHHBIE aHOMAJIUN
pa3BI/ITI/ISI, CBA3AaHHLBIC C XpOMOCOMHBIMI/I U TCHOMHBIMHA MyTaI_[I/IHMI/I.

28. K kakoii rpynmne 6oJie3Heil OTHOCHTCH (PeHWIKETOHYPUSA?
1) Bone3nn aMMHOKUCIOTHOTO OOMEHa

2) bone3nu yriaeBoJHOro ooOMeHa

3) bone3nu nunuaHOTO OOMEHA

29. KakoBBI BO3MOKHOCTH 0JIM3HEOBOro MeToaa?

1) ITo3BoIsIE€T BBISICHATH CTENIEHh 3aBUCUMOCTH MIPU3HAKA OT TCHETUYECKUX U
CpEeIoBBIX (aKTOPOB

2) ITo3BoueT ONpeAeInTh XapaKkTep HACIEN0BaHUS IIPU3HAKA

3) [To3BomsieT MOATBEPAUTD KIMHUYECKUI AHMArHO3 HACIEACTBEHHOTO
3a00JIeBaHUS

4) TTo3BOJISIET BBIICHUTH COOTHOIIICHHE TEHOTHUIIOB B TIOMYJISIUH.

30. KakoBbI BO3MOKHOCTH OMOXHMMHYECKOI0 METO1a HCCJIeA0BAHNA?
1) BeisiBiieHHE HACIEICTBEHHBIX (DEPMEHTHBIX aHOMAITUH.

2) OnpeneneHue TUIa HACIEIOBAHUS ITPU3HAKA.

3) YcraHoBIeHUE CTENEHU 3aBUCUMOCTH MPU3HAKA OT FT€HETUYECKUX U
CpenoBbIX (aKTOPOB.

4) N3y4yeHue CTpyKTypbl T'eHa

2.2 CUTYAIIMOHHBIE 3ATAYH

Ne  |Kox tpynoBoit

HanmenoBanue TpynoBoit KIIUH
n/ n |QpyHKIIUN pyA ymxn

1 A/01.8 [TpoBenenue obcae1oBaHNS MAIMEHTOB MTPU T€HETHYECKUX
3a0071eBaHUAX U(WIIH) COCTOSIHUSX C IIEJbIO MOCTAHOBKY JAHArHo3a

2 A/02.8 Ha3navenue neueHus maueHTam Mpy TeHETHYECKUX 3a00JIEBAHMIX
U(MITN) COCTOSIHUAX, KOHTPOJIb €r0 AP PEKTUBHOCTH U 6€30IaCHOCTH

O3HAKOMBTECH C CUTYAIIMEW U IAUTE PA3BEPHYTBIE
OTBETBHI HA BOITPOCHI

Bonpnoit M., 23 jeT B TeueHHMe mnociaeaHMX 4 JET MOsBUIACh H
MOCTENIEHHO MPOTPECCUPYET CIabOCTh B HOTaX, BO3HHUKIIO TIOXY/IaHHE
MBI ToyieHed. [lalMeHT cTram MeHee BBIHOCIHB TMpU (PUINIECKUX
Harpyskax, He MoxeT Oeratb. [losBuiach HEYKIIOXKECTh H
MOMIATBIBAHKE NP XOAb0E, YCUIIMBAIOIIEECS B TEMHOE BpeMs CYTOK. Bo
BpeMsi XOAbOBI OOJIBHOW TMOCTOSSHHO CMOTPHUT ToJ HOTH. [lomoOHBIE
HApYIICHUS UMEJHCh Y OTIIa TAI[UeHTA.




[Tpu ocMoOTpe: cOCTOSIHHUE YIOBICTBOPUTEILHOE.

B HeBposjormueckoM crtaTyce: CO3HaHME sicHOe. UepemHble HEpBbI 0e3
naTojoruu. ['unorpodus MeIII HOT, OoJiee BBIPAXKCHHAS B TUCTAIBHBIX
oTaenax («HOTHM auWcCTa»), MBIIICYHAs] CHJIAa B pa3rudaTessiX CTOIl
CUMMETPUYHO CHIXKEHA 10 3 OamioB, B pykax HopMma. CyXOXKWJIbHbIE
pedaekcsl B pykax D=S, coxpaHeHbl, B HOrax KoJIeHHbIE pediiekchl d=s
CHIDKEHBI, aXMJUIOBBI - OTCYTCTBYIOT. [laTonornyeckux peduekcoB HeT.
[Toxonka u3MeHeHa - MpH X0ap0e OO0JIHHON BHICOKO MOJHUMAET HOTY,
BBIOpAcChIBAaET €€ BIEpE U PE3KO OIYCKAaeT («CTEMIax»), HEBO3MOXHA
xonpba Ha mATkax. Ctombl 1eOopMHUPOBAaHBI, C BBICOKMM CBOJOM
(«momast cToma») U «MOJIOTKOOOpa3HBIMIY MalbllaMu. HapyieHsl Bce
BUJbl YYBCTBUTEJIBHOCTH B CTOMax M ToyeHsx. B mo3e PomOepra —
MOMIAThIBAHUE, PE3KO YCUIUBAIONIEECS TPU 3aKPBIBAHUU  TJIa3.
Moueucnyckanue He HapylIEHO.

B Onumure KIMHUYECKUH CHHIPOM, BBISIBICHHBIN Y O0IBHOTO, 000CHYITE
[TonuHEBpUTUYECKUI CUHAPOM
JlaHHBI CUHAPOM BBICTABJICH T.K. UMEETCS

5 - HapylIeHHe YyBCTBUTEJIbHOCTH B HOT'aX IO MOJUHEBPUTUYECKOMY THUILY,
- CHUMMETPHUYHBII JWCTANbHBIA TNapamape3 CO CHUXEHHEM KOJEHHBIX
pedIIeKCOB M OTCYTCTBHEM axXWJIJIOBBIX pedieKkcoB, arpodusi MBI
JUCTAJIBHBIX OTJEJIOB HOT

P Knunudeckuii CHHAPOM OMNHMCAaH BEPHO, JAaHO MOJHOE 0OOocHOBaHHE (2
Oasa)

Pl Knuaudeckuit CHUHAPOM ONMCAaH BEpHO, OJHAKO OOOCHOBAaHHE He
MPECTABICHO, WITK MIPEJCTABICHO HE MOJHOCTHIO (1 Oa)

PO Knunnueckuit cunapom Ha3zBaH He BepHO (0 6aioB)

B Kakoe 3a60eBanne Haubosee BEeposSTHO Y 3TOTO MalueHTa’?

€] HacnenctBennas cenco-moropHas nonuaeBponarus (Illapko-Mapu-Tyta)

P2 [IpenBaput /lnarno3 nocrasiieH BepHo (2 6ana)

Pl BeicraBnen auarHo3: «HacnencTBeHHas NOJMHEBpONATHUs», OJHAKO HE
yKa3aH CEHCO-MOTOPHBIN XapakTep HapymeHuit: 1 6aun

PO Jlnarnos nmoctasieH HeBepHO: () 6ayoB

B OO6ocHy#Te, MOCTaBICHHBI BaMU MTPEABAPUTEIbHBINA THAarHO3
Huarno3 «HacnenctBenHast ceHco-moTopHas nonuHeBpomarus (IIlapko-
Mapu-Tyra)»

5 Jluarno3 yCTaHOBJIEH Ha OCHOBAHMU HAJIWYUS TUIWYHBIX KIMHUYECKUX
IPOSBICHUH  TOJIMHEBPONATUH,  IMOCTENEHHOIO  MPOrpPEeCCUPOBAHMUS
3a0oyieBaHUsl M YKa3aHMM Ha HaJauuus MoxoOHOro 3aboiieBaHUs B
CEMEHHOM aHaMHE3€

P2 Jlnarno3 o00cHOBaH BepHO: 2 Oajuia

P1 Jlnarao3 000CHOBAH HE MOJIHOCTBIO 1 Oast

PO Jnarnos o6ocHoBaH He BepHO: 0 6amioB

B CocraBbTe 11 000CHYITE MIaH 00CIeOBAHNS MAIlUEHTA.
1. OnexTpoHeipomuorpadusi. ITo3BonsteT BEpUPHUIIMPOBATH
HOJMHEBPONATHIO M MPOBeCTU TU(D(HEPECHINAIBHYIO AUATHOCTHKY MEXKIY

5 nopakeHHeM TNepupepruueckuxX HEpBOB, CIIMHHOTO MO3Ta M COOCTBEHHO

MBIIIIL
2. Omnpenenenne kpearuHpochoknHassl B KpoBH. HeoOxommmo st
WCKJIIOUCHUS TMEPBUYHOM  MBIIIEYHOMW  MATOJIOTHH, TPU  KOTOPO




MOBBIIIIAETCS] YPOBEHD TaHHOTO (DepMEHTa B KPOBHU
3. JHK nuarnoctuka. [Io3BonsieT MOATBEPAUTh MYTAILIMIO, BBI3BIBAIOIIYIO
IaHHOE 3a00JIeBaHNeE

P2

MeTtonsl 00cieIoBaHus Ha3HAYEHBI 1 000CHOBAaHBI BepHO (2 Oasa)

Pl

Hasnaven Tonbpko 1 -2 BepHBIX MeToma oocnenoBanus (1 6amr)

PO

Mertonpl 06cienoBanus Ha3HAYCHBI 1 000CHOBaHBI HE BepHO: () 6aoB

[lepeuncnure obuMe MOKa3aHUs AJIs HAPABICHUS CYNPYrOB Ha MEIUKO-
TEHETUYECKOE KOHCYJIBTUPOBAHUE

- Poxpenne peGeHKa ¢ BPOKIEHHBIMHI ITOPOKAMU Pa3BUTHS

- YcTaHOBIIEHHAs WM TIOZI03peBaeMasi HacJIeJICTBEHHAs 0OJIE3Hb B CEMbE

- 3agepkka (QU3MUECKOTO pAa3BUTHUS WU YMCTBEHHas OTCTAOCTh Yy
pebeHka

- [loBTOpHBIE CITOHTAHHBIE A00PTHI (BBIKUABIIIHN ), MEPTBOPOXKICHHE

- bauskopoacTBeHHbIe Opaku

- becninonnbie Gpaxu

- HeOmaronpusitHoe TpoTeKkaHne OEPEeMEHHOCTH, BHYTPUYTpPOOHAs
3a/IepXKKa Pa3BUTHS TUIOIA

P2

ITokazanus AJIsT MCAUKO-TCHECTUYCCKOT'O KOHCYJIIbTUPOBAHUA MTPCACTABIICHLL
5 u 6onee (2 Ganna)

P1

[IpencraBieno 34 OKa3aHus s MEIUKO-T€HETHYECKOTO
KOHCYIbTUpOBaHus (1 G6asmr)

PO

[IpencraBneno mMeHee 2 TMOKa3aHUM [  MEIUKO-T€HETUUYECKOIrO
KOHCYIbTUpOBaHus (0 6asioB)

O3HAKOMBTECH C CUTYAIIMEW U JIAUTE PASBEPHYTBIE
OTBETBHI HA BOITPOCBHI

Poaurenu 5- neTHero Manp4uka OTMEUAKOT, YTO B TEUEHUE JABYX MOCIEAHUX
JeT y peOeHKa HapacTaloT W3MEHEHHUsS MOXOIKU, XOIUT '"TepeBanBascCh'”,
4yacTo MajaeT, ¢ TPYJAOM MOJHUMAETCS MO JecTHULE. Poauiics B Cpok, pozsl
camocrosiTenbHble. [lo Tpex neT B ICMXO-MOTOPHOM pa3BUTHH OT
CBEpCTHHKOB He oOTcTaBasl. J[eOIOT MaToJOTHM POIUTENN CBSI3aTh C
ONpeAeTICHHON PUYUHON HE MOTYT.

Crapmmii Opat MaTepu ymep B MOJPOCTKOBOM BO3pacTe, Oyy4yH B TCUCHHUE
HECKOJIbKUX JIeT MPHUKOBAH K KPOBATH.

CocrosiHME cpelHEeH TSKECTH, CO3HAHHE SICHOE, Ha OCMOTp pearupyer
aJIeKBaTHO.

Pebenok rumorpod, koxa uucras. [pixanue BesukyssipHoe, YCC 20 B 1
MUH. TOHBI cepAla NMPUTIYIIeHbI, TPAHUIBI paciupeHbl. JKUBOT MSTKHM,
0e300yie3HEHHBI  TpU  majbmauuu.  [ledeHp  HE  MaJbIHUpYETCs.
Moueucnyckanue, aedexanusi He HapyIIEHbI.

Hesponornueckunii cTaryc: IIOXOJKA HAIlOMUHAET "yTuny10",
BCIIOMOTaTENbHbIE TPUEMBl MPU BCTaBaHHUHU: CUMIOTOM '"BCTaBaHUS
JeceHKoi", crmaboCcTh TNPOKCHMANBHBIX OTIENOB BEPXHUX M HUKHHUX
KOHEYHOCTEH, THUmoTpodus MBIII] Ta30BOI0 M IIJICUEBOTO IOSCOB,
NCeBIOTUNIEPTPOGUS HMKPOHOXKHBIX, B MEHBIIEH CTENEHH - MBIIIII
npeamieunii. CyxXoXuiabHbIE peIICKCHl HE BBI3BIBAIOTCA. XOIWUT Ha
IBIIIOYKAX M3-3a PETPAKIUHM AaxXWIIOBBIX CYXOXHIUH. YOeIuTenbHbIX
HapyIICHUH YyBCTBUTEIBHOCTH HE OTMeueHO. CHMKEHHE KOTHUTHBHBIX
byHKUMi: 1U3apTpus, oOlIee He0Pa3BUTHE PEUr, HAPYIIICHUE TTaMATH.
Knunnyeckue aHanuspl Mo4yd B HOpMe. B miazme KpoBH - 3HAUUTEIbHOE
(30-kpaTHOE) MOBBINICHHE YPOBHS KpeaTUH()OCHOKHUHAZHI.




9x0-KI" - cHM>KEHUE COKPATUMOCTH CEPACYHON MBIIIIIBI.

OMI'- 3HayuTeNbHOE YMEHBUIEHUWE JUIMUTEIBHOCTH U aMIUTUTYAbI
MOTEHITMAIIOB JIEUCTBHS JIBUTATEIbHBIX €IWHUIl, WX MOJU(a3HOCTh IpHU
HOPMATbHOW CKOPOCTH TPOBEJACHUS BO30OYXKICHUS MO JBHTaTEIbHBIM
BOJIOKHAM HEPBOB BEPXHUX M HWKHHMX KOHEUHOCTEeW. B mokoe - HeT
CIIOHTAHHOM MBIIISUHOM aKTUBHOCTH.

K HeoOXomuMbIM B JaHHOW CHUTyallMd JIa0OpPAaTOPHBIM  METOJaM

B 00cIIeI0BaHuUs OTHOCSTCSI, 00OCHYMHTE:
broxuMmuueckne HMCCIENOBAHUE IUIA3Mbl KPOBH C ONPEICICHUEM YPOBHS

€] kpeatuHuHpocpoknnazsl  (KOK)-  3naunrensnoe 30-50  -kpatHOe
HOBBIIICHHUE.

P2 JlaGopaTopHbIii METO/1 BHIOpaH BEPHO, €CTh OOBSICHCHHE.

Pl JlaGopaTopHbIif MeTOJ BBHIOpAaH BEpHO, OOBSICHEHHWE HE BEPHOEC WU
OTCYTCTBYET.

PO JlaGopaTopHbIif METO] BEIOpaH HEBEPHO.

B K HeoOXomuMplM B JaHHOH CHUTyalliM HWHCTPYMEHTAJIbHBIM METOJaM
VICCJICIOBAHMSI OTHOCATCS, KAKOW PE3yJIbTaT MbI IPEATIOIAraeM yBHIETh?
DnexTpoHelpoMuorpadus HEPBOB BEPXHUX U HIKHUX KOHEYHOCTEH
Pesynprar: 3HauMTENbHOE YMEHBIIECHUE MJIUTEIBHOCTH M aAMIUIATY.BI
NOTEHIMAJIOB JCUCTBHUS JBUTATENbHBIX EIMHUL, UX MOIU(A3HOCTh IPH

6] HOPMAJIbHOW CKOPOCTU TNPOBEIEHUS BO30YKIECHHS IO JIBUIATEIbHBIM
BOJIOKHAM HEpPBOB BEPXHMX M HWXKHUX KOHEYHOCTeM. B mokoe - Her
CIIOHTAHHOM MBIIIEYHOW aKTHBHOCTH.
9x0-KI" - cHMXkeHNe COKpaTUMOCTH CEpAECUYHOM MBIIIIIBI

P HMHCcTpyMeHTanpHBI METOJ BBIOpAaH BEPHO, PE3YJbTaThl HPEIIOTI0KEHBI
BEPHO

Pl WNucTpyMeHTanbHBI METOJ] BBIOPaH BEPHO, PE3YNbTaThl MPEANOI0KEHBI
HEBEPHO

PO WHcTpyMeHTabHBIA METO/ BEIOpaH HE BEPHO

B Ha  ocHOBaHMM  pe3ylbTaTOB  KIMHHUKO-Ta0OPAaTOPHBIX  METOJOB
00cIIeIOBaHNs TaHHOMY MAIIMEHTY MOYKHO OCTaBUTh TUAarHo3

€] [Iporpeccupytomiast Mpimeunasi auctpodus (muoguctpodus JlronieHHa).

P2 JlrarHo3 ycTaHOBJIEH BEPHO, ONTMCAHBI CHHAPOMBI

P1 JInarno3 ycTaHOBIIEH BEPHO, OIIMCAHbl HE CUHAPOMBI

PO Jlnarnos ycTaHoOBIIEH HEBEPHO

B [Tpu3znakaMu, HeOOXOAMMBIMHU 7151 TOCTaHOBKHU quarHoza CMA I tuna
[Iporpeccupyromiast MpledHas c1a00CTh B MBIIIIAX Ta30BOTO M IJICUYEBOTO

6] nosca,  IMCEBIOTMNEPTPO(Hs  HMKPOHOXKHBIX MBI,  BTOPUYHAs
KapAMOMUONATHsl, KOTHUTHBHbBIE HAPYILIEHUS

P2 IIpr3Haku onmcaHbl BEPHO, YTOUHEHA JIOKATU3aus

P1 IIpr3Hak onurcaH BEpHO, JOKaIU3alMs HE YTOUHEHA

PO [Ipu3Haky onucaHbl HE BEPHO

B B kauecTBe CUMNTOMATUYECKOW Tepamnuu, HANPABJICHHON Ha MOAAECPKAHUE
0o0OMeHa BENIECTB MPU HEPBHO-MBIIICYHOH JIETCHEPAllUU TTPUMEHSIOTCS:
KypcoBoe  neueHne  INIIOKOKOPTUKOMAAMM,  KapAMOIPOTEKTOPaMH,

6] MeTa0O0IMKaMH U BUTAMUHHBIMU KOMIUIEKCAMH,

DT, JIOK, maccax, oproneanyeckas KOppeKIus

P2 OTtpakeHa Bcs cienuduyaeckas Teparnws

P1 OTpakeH TOJBKO OJIMH BAPHAHT CIIeUU(UIECKOI Tepanuu

PO Jleyenue oTpaxeHo HE BEPHO




O3HAKOMBTECH C CUTYAIIMEA U JAWTE PA3BEPHYTBIE
OTBETHI HA BOITPOCHI

Mate romoBasioro peOeHKa CcOOOIIaeT, 4YTO BO BpeMs OEpEeMEHHOCTH
OTMEYaJoCh ciaboe MmeBeneHue Imioga. Poaunack JOHOIIEHHOH IyTeMm
IJJAHOBOI'O KecapeBa CEYEHMs M3-3a Ta30BOro mpemnexanus mioga. Cpasy
1OCJI€ POKICHHUS OTMEUEHa MbIIIeYHasl Cl1a0oCTh, yrHETEHUE pediexcoB
HOBOPOXJCHHBIX, BSAJIOE cocaHME B TedeHue mepBoro TpuMmecTpa >KU3HU
NOSIBUWIOCH YAEpKaHUE T'OJOBKHU B IOJIOKEHUH JIeXkKa Ha JKUBOTE, KOTOPOE
3areM yrpadeHo. K roay pebeHOK He Jep>KUT TOJI0BY, HE EpEeBOPAUNBACTCS
Ha JKUBOT, HE TPYNIIUPYETCS MPHU MOTATUBAHUM 32 KUCTH. J[BaXK/Ibl TepeHec
JIBYCTOPOHHIOIO BHEOOJILHUYHYIO THEBMOHHUIO.

Co c0B poauTeeil reHeTUYECKU aHaMHE3 HE OTSTOIICH.

CocrosiHuE TSDKENOE, CO3HAHUE SCHOE, HA OCMOTP pearupyer aJeKBATHO.
Pebenok runorpod, koka yucras. JlpIxaHue BE3UKYISIPHOE C aKTHBHBIM
ydyacTUeM MeXpeOepHbIX MbII. TOHBI cepana NpuriymeHsl. KuBor
MSTKUH, 0€3007e3HEeHHBI TpU Mmanbnanuu. lleueHb HE NalbMUpYeTCs.
Moueucnyckanue, aedexanusi He HapyIIeHbI.

HeBponornyeckuii cratyc: B TMOJOXKEHUM HA CIHHE HAXOAWUTCA B
(UKCUPOBAHHOW MMO3€ "MATYIMIKK'" ¢ HApYKHOW pOTalMeld W pa3BelcHUEM
Oenep, crubaHueM HOT B KOJIGHHBIX CycTaBaX M "oTBHCaHHEM' CTOIIL.
OtMmeuaercss auddy3Hass MbIIIeYHas CIa00CTh, BBIPAKCHHAS MBIIICYHAS
THIIOTOHUS, OTCYTCTBHE CYXOXWIBHBIX pedekcoB. Ilepuoanuecku
MOJICpPrUBaHUE MBIIIIIL A3BIKA. Y6enurenbHbIX HapylmeHUN
YYBCTBUTEJIBLHOCTH HE OTMEYaeTcs. Peub B BU/I€ OTEIBHBIX CJIOTOB.
KinnHnueckue aHamu3bsl KpOBM, MOYM B HOpMe. B miasme KpoBu -
He3HauuTenbHoe noBbiieHne ypoBHs KOK. DHMI' ¢ HepBOB KOHEUHOCTEM
- puTM "yacTokoa'.

K HeoOXomumblM B JaHHOM CUTyallMM JIaDOpaTOPHBIM  METOJaM
00cieoBaHUsT OTHOCSITCS, 0OOCHYHTE:

buoxumuueckue uccieoBaHUE IUIa3Mbl KPOBH C ONpEICIIEHUEM YPOBHS
kpeaTuHUHPOCcHokuHa3b! (KDK)

PesynbraT ypoBeHb KDOK He3HAUUTENHHO YBEIMYMBAETCS KaK MOKa3aTellb
pacrnajga MbIIIEYHBIX BOJIOKOH. Conepxkanue nakraraeruaporenassl (JII)
u anaanHaMuHOTpaHcepa3bl(ATAT) 0OBIYHO COXPAHEHO.

P2

JlaGopaTopHbIif METO] BEIOpaH BEPHO, €CTh OOBICHEHHE.

P1

JlaGopaTopHBIi METOJ BBHIOpaH BEPHO, OOBSICHEHHWE HE BEPHOE WIH
OTCYTCTBYET.

PO

JlaGopaTopHbIii METO/1 BHIOpaH HEBEPHO.

K HeoO0XomuMbIM B JaHHOW CHTYyalldd WHCTPYMEHTAJIBHBIM METOJaM
MCCJIEIOBAHMS OTHOCATCS, KAKOM pe3yJbTaT MbI IPEJINoiaraeM yBUaeTh?

DnekTpoHelipomuorpadus HEPBOB BEPXHUX U HIDKHUX KOHEYHOCTEH
Pesynprar: CcnoHTaHHas MblIIEYHAs AKTUBHOCTB,'pUTM  4acTOKoja',
YBEJIMYEHUE JUIMTENBHOCTH M  aMIUIMTYIbl IOTEHIMAJIOB JACHCTBUS
JBUTATEIbHBIX €AMHUILL P HOPMAJIBHOM CKOPOCTH NMPOBEAEHUS UMITYJILCOB
110 nepu(pepuyecKM HEPBHBIM BOJIOKHAM

P2

WucTpyMeHTanbHBIA METOJ] BBIOpaH BEPHO, PE3YNbTAThl MPENOI0KEHBI
BEPHO

P1

HNHCcTpyMeHTaNbHBIM METOJ] BBHIOpAaH BEpPHO, PE3YNbTAaThl MPEIIOI0KEHBI
HEBEPHO

PO

NHcTpyMEeHTaIBHBINM METO/ BBIOpaH HE BEPHO

Ha  ocHOBaHMM  pe3ynabTaToB  KIMHHUKO-TA0OPATOPHBIX  METOJIOB




o0ciiefoBaHKs JaHHON MAllMEHTKE MOYKHO OCTABUTH JUArHO3

CrnimnanpHas Mpieysast arpodus I tuna (Bepauura-I'oddmana)

P2

Jlnarno3 yctaHoBIJIEH BEpHO, ONMCAHbI CUHIPOMBI

Pl

Jlnarno3 yctaHoBJIEH BEpHO, ONMCAHBI HE CUHAPOMBI

PO

Jlnarnos ycTaHOBIIEH HEBEPHO

[Tpu3zHakamu, HEOOXOAMMBIMHU 7151 TOCTaHOBKY quarHoza CMA I tuna

[Tporpeccupytomiass MbllieyHass c1a00OCTh B MBIIIIAX TYJIOBHUINA U
KOHEYHOCTEM C yTpaTod JBUTAaTEIbHBIX HABBIKOB IIPU JJIMTEIBHO
COXPaHHBIX KOTHUTUBHBIX (PYHKIIMIX

P2

IIpu3Haky onucaHbl BEpHO, YTOYHEHA JIOKAJIA3ALUS

Pl

[Tpu3Hak onucaH BepHO, JIOKaTU3allus HE YTOUYHEHA

PO

IIpr3Haku onucaHbl HE BEPHO

B kagecTBE CUMIITOMaTUYECKON TEpAIllMM, HAIIPABICHHON Ha MOJJCPKaHUE
00MEHa BEIECTB B MOTOHEHPOHAX M MUOLIUTaX NPUMEHSIOTCS:

Buramunotepanus (rpynmel  B), cpenctBa, yaydmiamomme HEPBHO-
MBIIIEYHYIO  MPOBOAUMOCTh(anb(a-mumnoeBass  KUciIoTa,  ametwi-JI-
KapTUHUH), Maccax, JIOK, muoroH.

Ecnu nmpoaomkuTeNnbHOCTh KIIMHUKU HE TPEBBIIIACT IBYX JIET B KA4ECTBE
MAaTOTEHETUYECKOW  Tepamud -  KYpCOBOE€  BBEJACHUE  CIIMHPA3bl
SHIIOIIIOMOAJIEHO

P2

OTtpaxkeHa Bcsl cienu@uueckas Tepanus

P1

OTpakeH TOJBKO OJIMH BAPHAHT CIeUU(UIECKOI Tepanuu

PO

JleueHnue oTpaxxeHo HE BEPHO

O3HAKOMBTECH C CUTYAIIMEA U JAWTE PA3BEPHYTBIE
OTBETBHI HA BOITPOCBHI

Ha koHCynhbTaTUBHOM MIpHeME HEBPOJIOT y TMamueHta 38 JieT oOpaTui
BHMMaHUE HAa XOPEUYECKUU THUIEPKUHE3 KOHEYHOCTEH, TYJIOBHINA U JUIA.
['unepkrHe3bl M3MEHYMBBI, HECTEPEOTHUITHBI, YCUJIMBAIOTCS IPH IOMBITKE
COBEPILUTH 1IeJICHANPABICHHOE JIBUKECHUE.

[To croBaM GOJBHOTO, HEMPOM3BOJIbHBIEC JIBUKEHHS MOSIBUWINCH TPU roja
Ha3aJ, HA4YaBIIMCh B MBIIIIAX JIMLA, IIEW U IjIedeBoro mnosica. Yepes asa
rojia CTaJo TPYAHO BBIMOJHATH Li€JICHANPABICHHbIE JCHCTBUS pyKaMH U3-
3a KpYMHOPa3MalIMCThIX, OPOCKOBBIX JIBIKEHUH B pyKax M HOrax. Xonap0a
cTaja 3aTpyJIHUTEIbHOM.

XKanoOel Ha TpuUMacHMYAHWE, 3aTPyJHEHUE peud H TioraHue. JKeHa
nanueHTa Jo0aBuia kadoObl Ha arpecCMBHOCTb, HWHTENIEKTYaJIbHO-
MHECTUYECKHE PACCTPOMCTBA, HAPYIICHUS CHA.

B HeBpomornuyeckoMm craryce: uepenHble HEpBbl 0€3 MaTOJOTHUH.
Xopendeckue TUrnepKruHe3bl B MBIIIIAX JIWIA, KOHEYHOCTEW W TYJIOBHIIA.
CyxoxuiibHbIe pedIeKChl CHMMETpUYHbIe. MpIeuHblld TOHYC AU Y3HO
cHUKeH. Peub oOTpbhIBUCTas, MO THUIY SKCTPAIUPAMUAHOW JAU3APTPUH.
['pyboe cHMKEeHNE TTaMSTH.

HacnencTBeHHblli aHamMHe3 OTSTOLIEH - Yy OTHa MalnMeHTta 65 et
TUIIEPKUHE3bI MOSIBUWIKCH B BO3pacTe 45 net. MHBanuaIHOCTh 110 JEMEHIINU C
56 ner.

[TaruenTy npoBeneHO 0OcieAOBaHUE: aHATU3bl KPOBU U MOYH B HOPME;
nepynomiaazmMut — 300mr/1; conepkanue Meau B Moye — 30 MKI/JIUTp.

K HeoOXoQuMbIM B JaHHOW CHUTyalldd JIaDOpaTOPHBIM  METOJaM
o0cieIoBaHUs] OTHOCSITCSI, 000CHYHTE:

Lepymomnazmun 300mr/m; coaepkanue menu B Mode — 30 MKr/autp —
MOKa3aTeJl B HOPME.




O6ocHoBanne: HopmanbHble  MoOKa3zaTeld  MO3BOJIMIM  MCKIIIOYHUTH
renaTOJICHTUKYJISIPHYIO JETCHEPALUIO.

P2 JlaGopaTopHbIii METO/I BHIOpaH BEPHO, €CTh OOBICHCHHNE

Pl JlaGopaTopHbIif MeTox BBIOpaH BEpHO, OOBSCHEHHE OTCYTCTBYET WIIH
HEBEPHO.

PO JlaGopaTopHbIii METO/I BHIOpaH HEBEPHO.

B K HeoOXomuMbpIM B JaHHOH CHUTyalliM HWHCTPYMEHTAJIbHBIM METOJaM
VCCJIEIOBAHMS OTHOCATCS, KAKOM PE3yJIbTaT MbI IPEIoIaraeM yBUJIeTb?
MPT ronoBHOro mosra pe3ynsrar — auddysHast arpoust TOJIOBHOTO MO3Ta,

5 3aMecTUTeNbHas ruapouedanus.
MPT T2 B3BemeHHOE H300paKeHUE - YBEIMYEHHE HHTEHCUBHOCTU CUTHAJIA
OT CKOPJIYTIBIL.

P2 HNHCcTpyMeHTaNbHBIM METOJ] BBHIOpAaH BEPHO, PE3yNbTaThl MPEIIOI0KEHBI
BEPHO.

P1 HNHucTpyMeHTaNbHBIM METOJ] BBHIOpAaH BEpPHO, PE3YNbTAaThl MPEIINOI0KEHBI
HEBEPHO.

PO NHcTpyMeHTaIBHBIN METO BRIOpaH HEBEPHO.

B Ha ocHoBanuu pe3ynapTaToB 00CIeIOBAHUS M KIMHUYECKONW KapTHUHBI KaKOH
MO’KHO MPEANOI0XKUTH TUArHo3?

35 Xopes I'entunrrona. OCHOBHBIE CUHAPOMBI — XOPEUYECKHE TUIEPKUHESBI,
NICUXUUYECKUE HAPYILIECHNUS, UHTEIJIEKTYaJIbHO-MHECTUUYECKHE HAPYIICHMUSL.

P JlnarHo3 ycTaHOBJIEH BEPHO W  OMNKCAHbl CHUHIPOMBI. OKOHYATEIbHBIN
nuarHo3 Xopest I eHTUHTITOHa, Kjaccndyeckas XoprouaHas popma.

P1 JInarno3 ycTaHoBIIEH BEpPHO, CHHAPOMBI HE OITUCAHBI.

PO JlnarHo3 ycTaHOBJIEH HEBEPHO.

B [IpusHakamu, HEOOXOTUMBIMH JUISI IOCTAaHOBKM JMarHo3a Xopeu
['eHTUHITOHA, SBISAIOTCS:
Hanuuue Tpex cUHAPOMOB (XOpeHuYecKHE THIEPKUHE3bl, MCHUXUYECKUE
HapyILICHUs, UHTEIJIEKTYaJIbHO-MHECTUUECKIE HApPYLIEHUs) U IPOBEICHUE

] Merona npsmon JIHK-guarnHoctuku — touHoe ompenenenue uucia [IAD
noBTOpOB. Pe3ynbrar — umcno TpoiHbIX LIAI' mOBTOpPOB B MYyTaHTHOM
amtene — 58 (Hopma - 710 25).

P2 [Tpu3Haku onucaHbl BEPHO, HEOOXOAUMOE UCCIICIOBAaHIE BEPHO.

P1 [Tpu3Haku onvicaHbl BEPHO, HEOOXOIMMOE UCCIICIOBAHNE HE HA3HAYCHO.

PO IIpr3HaKku onmMcaHbl HEBEPHO.

B KakoBa Taktuka nedenus? llepeunciure Bce  BO3MOMKHBIE BapUaHTHI
TEepanuu.
Criermuduueckoii Tepanuu He CyIIEeCTBYET.
Jnsa  nonaBineHuss  A0GaMUHAPTUYECKOW — Mepefayd  MPUMEHSIIOTCS
UHTUOUTOPHI TOCTCHHANITHYECKUX PELETITOPOB.

5 Jlis  yMeHbUIEHHS BBIPAXKEHHOCTH THIIEPKUHE30B - OEH30JHAa3enuHbl,
HelponenTuku (aMUHO3MH, Tajonepuaon). [lns sedeHus NCUXUYECKUX
HapyIIEHUA - aTUINHYECKUE AaHTUIICUXOTUKHU. [l aHTHAenpeccuBHOMN
TEpanuy — WHTUOMTOpPHI OOpaTHOTO 3axBara cepaToHWHA. [l CHMDKEHUs
arpeccuu — KapOoMa3ernuHbI.

P2 Tepanus oTpa)keHa IOJHOCTBIO.

P1 OTpakeH TOJIBKO OJMH BApUAHT TEPAIHH.

PO JleueHue oTpaxeHO HEBEPHO.

" O3HAKOMBTECHh C CUTYAIIMEN W JAWTE PA3BEPHYTBIE

OTBETbBI HA BOITPOCBHI




Myxuuna 25 J5er, B TEYeHUE TMOCIECAHUX 2 HEIeIb CTajl OTMEYaTh
HapacTaole M0 WHTEHCHBHOCTH OOJIM B CyCTaBax, B PE3yJIbTaTe Yero
CTaJIO TPYJIHO MepenBUrarbes. Takxke MalMeHT OTMETHII MOsBICHUE 00LeH
c1aboCTH B Tene, OBICTPOM YTOMIIIEMOCTH, TSDKECTH B KHBOTE. J[Ba AHA
Ha3aJl MPU BBIOJHEHUH pabOThI IO JOMY yIal, yAapHJICs IpaBo HOIoM,
MI0CJIE YEeTO CaMOCTOSITEIbHO BCTATh HE CMOT M3-3a PE3KO BO3HHUKIINX O0Jei
B 00J1IaCTH IpaBOro Oezpa M MpaBOro KOJEHHOTo cycTaBa. PoJICTBEHHHKH
BbI3Bany CMII, manueHT nocTaBiieH B OOJIBHUILY.

W3 anaMHe3a KU3HU: OUH PEOCHOK B CEMbE, OEPEMEHHOCTh MPOTEKaNa Ha
¢one ymepeHHoro recroza y marepu B 1 u 3 Tpumectpax. B panHem
JIETCTBE OTMEYAJIach 3aJIepiKKa MCUX0-MOTOPHOTO pa3BUTH (XOAUTh Hayal
B 1,8 Mecaues, nepsblie cioru npousHec B 2 roga). B mkony nomen ¢ 10
JIET, YYHJICSL yIOBJIETBOPUTEIBHO B KOPPEKIMOHHOM KJacce. 3aKOHYMI 9
KJIACCOB ILIKOJIBI, I1Ocie yero nomen yuutbed B [ITY, koTopoe He 3aKOHYHIT
BBUJY BO3HUKIIMX TIpoOseM B OOy4YeHWUH (BBIMOJTHEHUE JIOMAITHETO
3aJaHusl  J1aBalOCh C  TPYJAOM, 4YacTO BO3HUKIM KOHQIUKTBI C
OMHOKypcHUKamH). Jlo HemaBHEro BpEeMEHH padoTal TPY3UYMKOM Ha
MeOenbHOl (pabpuke, ONHAKO BBHUIY YXYALIECHUS COCTOSIHUS HE CMOT
BBINOJIHAT CBOM OO0SI3aHHOCTH, M3-3a 4ero yBosmics ¢ pabotsl. He »keHar,
YKUBET C POIUTEISIMHU.

IIpu ocMmoOTpe: TENIOCIOKEHNE HOPMOCTEHHUYECKOE, KOXKHBIE IIOKPOBBI
O6nennple. Temmeparypa Tena B MOAMBINICYHOM BoamuHe 37,7 1p.
[TanbaTOpHO BBIABICHO YBEJIWYEHUE ITOAHMKHEYEIIOCTHBIX, 3ayIIHBIX,
HA/IKJIIOYMYHBIX, MOJMBIIICYHBIX, MAaXOBbIX JUM(paTuueckux y3ios. [lpu
NalbIIALANA KMBOTA OTMEYAECTCS OTHOCUTEIBHOE YBEIMYEHHUE JKUBOTA B
pa3Mmepax; MEe4YeHb BBICTOUT W3-TOJ pebepHoW ayry Ha 1,5-2 cm, kpait
YMEpPEHHO OOJIE3HEHHBIM; MpH MNaJblAlUM CEJIE3€HKH OTMETaeTCs ee
yBenuueHue (+7 cm).

B HeBponornueckoMm craryce: MalMEHT B CO3HAHWUM, OPUEHTUPOBAaH B
MecTe, BpeMeHH u cobctBeHHON muuHOocTH. Co croponst UMH —
cxozsIeecss KOCOIIa3ue, OTCTABAHUE IJI1a3 NP CIEKECHUH 3a MOJIOTOYKOM.
JIBM>KEHUS B BEpXHUX KOHEUHOCTSX U B JIEBOM HOTE€ COXPAHEHBI, B MPABOM
HOT€ MPOBEPUTHh HEBO3MOXHO BBUJY BBIPRXKEHHOI'O 00JEBOr0 CHHIpOMA U
BO3MO)XHOM NIaTOJIOTMM KOCTHO-CycTaBHOro ammapatra. CyXOXHWIbHbIE
pediekcsl cHMWKeHbl. Mwuotonndeckuit cuHapoM. I[IHII BemomHser ¢
MuMornonaganueM ¢ aByx ctopoH, [IKII u mo3y Pombepra HeBO3MOXKHO
oueHuts. Ilpu onenke BIID orMeueHO IPU3HAKU YMEPEHHOI'O CHUKCHUS
MHTEIIJICKTA.

St.localis: B obnmactu H/3 mpaBoro Oeapa W MPaBOTO KOJIEHHOI'O CycTaBa
OTMEYACTCsl OTEK, NPUIYXJOCTh MATKMX TKaHEd C IpU3HAKAMHU
KpOBOU3JIMAHNA B HHUX. KOXHBIE MOKPOBBI IPHU MadbNALMU TOpsSiYME HA
OIIYTIb, PE3KO OOJIC3HEHHBI.

B OAK: Hb 120 r/n, RBC 3,45 x 1012/n, WBC 15 x 109/1, PLT 114 x
109/n, COD 20 mm/u.

Pentrenorpaguss mpaBeix OeApEeHHOH KOCTH U KOJIGHHOTO CYCTaBa:
BHYTPHCYCTABHOM II€pEJIOM TMpaBOi OEIPEHHON KOCTH CO CMEHICHHUEM
oriaoMkoM. [Ipu3Haku acenTuyeckoro HeKpo3a B oOmacTd H/3 Tena
OeIpeHHOW KOCTM M B 00JACTH JIATEpalbHOTO HaAMBbIIIENKa. «B3xyrtue»
TUCTaNbHBIX MeTapu30B TMpaBod OeapeHHOl kocTH. Pacmupenue
CYCTaBHOM ILIEJIM PABOT0 KOJEHHOI'O CYCTaBa.

Hepe‘II/ICHI/ITC OCHOBHBIC CUHAPOMBI, BBISIBJICHHBIC Y ITAIITUCHTA

1. 'enarociuieHOMeETaIus




2. [luToneHn4eCKUil CHHIPOM

3. ACTeHHYeCKUil CUHAPOM

4. Jlumdoanenonatus

5. 'emopparuueckuii CHHIPOM

6. HapyiieHre MHTEIEKTYalbHOTO Pa3BUTHUSA
7.KocTHO-CycTaBHbBIE HAPYILIEHUS

8. JIuxopanka

9. boneBoii curApOM

10. IMopaxenne [THC

P2 Ilepeuncneno 9 - 10 cunagpoMoB
P1 Ilepeuncneno 7 — 8 CHHAPOMOB
PO Ilepeuncieno MeHee 7 CHHIPOMOB
B YkaxkuTe emie HEoOXOTUMBbIE METOABl JT0OOCIEIOBaHUS IS JTaHHOTO
MalKEHTA
1. MPT unu KT opranoB OpromiHoii noioctu
2. Y3U opranoB OpIOIIHOMN MOJIOCTH
3. OcTeoneHCUTOMETPHUS
4. buoxuMu4YecKuil aHajiu3 KPOBU C OMNPEICICHUEM YPOBHS IMEUYEHOYHBIX
5 bepmeHTOB
5. Koarynorpamma
6. Mopdonornueckuii aHaiu3 KOCTHOTO MO3Ta
7. OnpesienieHre aKTUBHOCTH KHUCIION B-TITIOKOIIEpeOpO3HIa3hl
8. Onpejenenrie aKTUBHOCTU XUTOTPUO3U1a3bl
P2 [lepeuncneno 7 — 8 meronos
P1 Ilepeuncneno 6 —5 MeTon0B
PO Ilepeuncieno 5 u MeHEe METOJ0B
IIpy Hanuuuu y mNanUeHTa BBIMICONMCAHHON KIMHUYECKOM KapTUHBI,
MPU3HAKOB remaro- u cruieHoMeranuu, nopaxenus [HHC co cHuxeHuem
B WHTEJUICKTA, [OPAXXEHHUsI KOCTHOTO  ammapara, LHUTOINEHUYECKIOro
CUHApPOMa, M3MEHEHHUs aKTUBHOCTH OeTa-ritokonepedposuaassl 07
HM/mr/aac (mopma 4,7 — 19) m ypoBHs xutoTpmoduaassl ao 20050
HM/Mr/4ac MOKHO NMPEANONI0KUTH Y MAllMeHTa CIEIYIOIINNA TUarHo3:
5 Hacnencreennoe 3a0oneBaHue OTHOCAIIEECS K JIM30COMAIBLHBIM OOJIE3HIM
HAKOIUICHHS a UMEHHO K rpynne cunaronunuaos3os - bonesns [Nomre.
VYkazaHo 4TO 3a00JIeBaHUE HACIEACTBEHHOE, OTHOCUTCS K JTHM30COMATBHBIM
P2 00JIe3HSIM HAKOIUICHUs CPUHTOIMIHUIOB. YKA3aHO TOYHAS HO30JIOTHYECKast
eanHMIA — 00JIe3Hb [ omie
Pl VYkazaHo 4TO 3a00JIeBaHUE HACIEACTBEHHOE, OTHOCUTCS K JIM30COMAIbHBIM
00JIe3HsIM HAKOTUICHUS
PO YkazaHo 4T0 3a00JIeBaHUE HACTIEICTBEHHOE
B OCHOBHBIM TPUHITUIIOM Teparuu 00sie3Hu [ o1ie siBiseTcs:
[Tarorenernueckas 3aMEeCTUTENIbHAs dbepmeHTHas Tepanus
2 PEKOMOWHAHTHOW TJIIOKOIEPeOpO3UIa30i U CHUMITOMATHYECKash Teparms
(MOTYT OBITh MEpEUYHCICHBI BAPUAHTHI CAMITOMATHYCCKOM TEPAITHHN)
VYka3aHO Ha3HAYCHHE NATOTCHETHYECKON 3aMEeCTUTENbHOU (HepMEHTHOMN
P2 Tepanuyu PEKOMOWHAHTHOM TIIIOKOIEPeOpO3nIa30i U CHUMITOMATHYECKOU
Tepanuu (MOTYT OBITh TEPEYUCIICHBl BapUaHTBl CHMIITOMATHYECKON
Tepanuun)
VYka3aHO Ha3HAYCHHWE NATOTCHETHYECKON 3aMEeCTUTENhbHOU (epMEHTHOMN
P1 Tepanuu (0e3 yka3zaHUs YeM) U CHMITOMATHYECKOW Tepamuu (MOTyT OBITh

NIEPEYNCIIEHB] BADUAHTHl CHMITOMATUYECKOM TE€paIyu)




PO

VYka3aHO Ha3Haue€HHWE CHUMIITOMATHMYECKON Tepanuu SO0 TepeuncaeHbl
OT/IeJIbHBIC BAPUAHThl CUMIITOMAaTUYECKON Tepanuun

Huddepennmanbupii ararno3 6ose3Hu ['ome HE0OXO0AMMO TPOBOJIUTH CO
CJIEYIOIIUMHU 3a00JIEBaHUSIMH, HE OTHOCSIIIIUMUCS K O0JIe3HsIM 0OOMeHa:

l.octeomuenur

2.KOCTHBIN TyOepKyIé3

3.BUPYCHBII TenaTUT
4.oHKONIOTHYECKUE 3a00JIeBaHUS KPOBU
5. BpOXICHHbIE KOCTHBIE AHOMAJINU

P2

[Tepeunciensl Bce S rpynm 3a00JI€BaHMIMA

P1

[lepeuncnens! 4 — 2 rpynsl 3a00J1€BaHHM

PO

VYkazano 1 3a0oseBaHNEe WU HET OTBETA HA BOIIPOC

O3HAKOMBTECH C CUTYAIIMEA U JAWTE PA3BEPHYTBIE
OTBETBHI HA BOITPOCBHI

XKenmuna 34 net obpaTuiachk K Bpauy-HeBpoJory. JKanoObl Ha HETOBKOCTb
IpU JIBIKEHUSX, IIAaTKOCTh MPH X0/b0€, HEPUTMHUYHbIE HENPOU3BOJIbHBIC
JIBUKEHUSI B TYJIOBMILE, JIMIIE M KOHEUHOCTSX; YaCThle BCHBIIIKK THEBA,
SMU30/bl TOHWKEHHOTO HACTPOEHUS, CHU)KEHUE BHUMAHUS U OECCOHHUILY.
AHnamue3 3a0oseBaHus: BriepBbie HEPOW3BOJBHBIE ABMKCHUS PYK U TeJa
MalyeHTKa 3aMeTwia B 32—JeTHEM BO3pacTe, B JaJbHEHIIEM oOTMedana
MIOCTETNICHHOE HapacTaHWe CUMIOTOMOB Oone3Hu. HekoHTponmupyemsbie
JBUKECHHUS YCUIIMBAKOTCSA BO BpPEMs BCIIBIIIEK THEBA, CHUKEHUS HACTPOEHUS
U OTCYTCTBYIOT BO BpeMsi cHa. Hu B 0JIHOI M3 KOHEYHOCTEH HET CcllaboCTH,
HO 0OJIbHAs HE MOKET HOPMAaJIbHO BBINOJHATH OOBIYHBIC JOMAIHUE Jefa
13-3a HAJIMYUSl HEMPOU3BOJIBHBIX JBMXKEHHU. 3a MOCIEAHUI r0l HECKOJIbKO
pa3 majasna u3-3a NOsIBUBLICHCS IATKOCTH MPH XOIb0E.

Anamue3 oku3HM: He Kypur, ankoroimeM He  3JI0yHOTpeOJIsieT.
[IpodeccnoHaIbHBIX BpPEIHOCTEH HE WMEET. XPOHHUYECKHE 3a00JICBaHUS:
racTpHT.

CemeiiHbIii aHAMHE3: MaTh W 0alyIlIka MO MAaTEPUHCKOW JIMHHH WMETH
CXO0XHE HENPOM3BOJIbHBIE ABM)KEHMSI M yMepid B Bo3pacte 55 u 60 ner
COOTBETCTBEHHO. Y MallMEHTKU €CTh JBE CECTpbl U Opat. Y crapuiero 6pata
HAOIIOTAI0TCSL TIOXO0KUE CUMIITOMBI M U3MEHEHHUS B MOBEACHUH. 26 ETHUI
Opatr u muazmiast 24 JIETHsISI cecTpa HE MUMEIOT cuMnToMmoB. Y 10-nmeTHei
JI0Y€pH MALMEHTKU CUMITOMBI OTCYTCTBYIOT.

O6nextuBHO: CocTosiHue ynoBieTBoputenbHoe. Poct 166 cM, macca Tena
49 xr. KoxHble TOKpPOBbl OOBIYHOM OKpPacKd M  BIQXKHOCTH.
[Tepudepuyeckux otexoB HeT. Jpixanue Besukymspaoe, Y/ 13 B 1 muH.
Tons! cepana purmuanbsie, YCC 70 B 1 mun, A/l 120/70 MM pr. cT. JKuBoT
MSATKUI, 0€300JI€3HCHHBIMN.

Hesponorunyecknii craryc: IlamuenTtka B CO3HaHMM, OPUEHTHPOBAaHA B
MeCTe, BPEMEHH U COOCTBEHHOM JIMYHOCTH. DMOIMOHAIIBHO JTa0MiIbHA, (HOH
HAaCTPOCHMs CHIDKEH [J1a3Hble 11enu paBHOMEpPHbIC. JIBUKEHUS TJIa3HBIX
s0JIOK B IMOJTHOM 00bEMe, OJTHAKO TMAlMeHTKa HE MOXKET (DUKCUPOBATh CBOM
B3TJISA B ONHOM Touke Oonee 30 CeKyHJ, OTMEYAIOTCS MOBTOPSIOLIUECS
MUTAIOIINE IBHKEHUS. 3pauku OKpYTjoi (opMbl, pa3Mepbl HE U3MEHEHBI.
doTopeakuyu KUBBIE, CHMMETPUYHBIEC. PacCTpONCTB YyBCTBUTEIBLHOCTH Ha
aune HeT. Mumudeckue mpoObl BHIIOMHSET yIOBIETBOPUTENbHO. [ T0Tanne
He HapymieHo. Pediekc ¢ msarkoro HEOA U 3a1HEH CTEHKU TJIOTKH COXPAHEH.
S3bIK MO cpeAHeW JIMHUM, OJHAKO MallMeHTKa He CIOCOOHA yIep>KUBATh

SI3BIK B BEICYHYTOM K30 pTa nonoxennu 6osee 30 cekyna. MplmeyHas cuia




B KOHEYHOCTSIX — 5 OamioB. CyXOXWIbHbIE peQeKChl ¢ pPyK U HOT
MOBBIIICHBI, C paciupeHreM pediiekcoreHnpix 308, S=D. [Tatonoruueckux
CTOMHBIX 3HAKOB HE BBIABIAETCS. MBIIIEUHBII TOHYC TOBBIIIEH.
PaccTpoiicTB 4yBCTBUTENBHOCTH HE BBISBIICHO. MEHHHI€AIbHBIE 3HAKHU
oTpurarenbHbie. B mo3e PomOepra He ycTolunBa Kak ¢ OTKPHITHIMHU, TaK U C
3aKpBITBIMUA TJa3aMu. [Ipu BBIMOTHEHHHM KOOPAWHATOPHBIX MPOO0 —
JUCMETPHs ¢ 2-X CTOpoH. Ta3oBble ()YHKIIMH KOHTPOJIUPYET. BBIABIAIOTCS
CIIOHTaHHbIE HEPUTMHUYHBIC THUIEPKUHE3bI BO BCEX KOHEYHOCTSX,
TYJIOBUIIIE, MUMUYECKUX MbIax. [Ipu xonp0e momaTsiBaeTcsl - MOXOAKA
TAHITYIOIIASI».

Heliponicuxonoruyeckoe HCCJIEI0BAHNE BBISIBUJIO KOTHUTUBHBIE
Hapymenus: MMSE: 26 6annos, MoCA-tect: 22 Gana.

[Ipu mpoeaenun mnpsmort JIHK-gmarHocTukun OOHApy)KEHO: HaIM4YWe
skcrancuu  TpuHykineotunHbix CAG-moBropoB B Jokyce 4pl6.3:
kosinuecTB0O CAG-n1oBTOpPOB paBHO 54

B [Ipennonoxure n 060CHYHTEe HanboIee BEPOSATHBIA KIMHUYECKHNA AMArHO3
bone3np ['eHTHHITOHA.
O6ocHoBanme: Hanmmume  XapakTepHOTO  COYETAaHHS  JBUTATEIBHBIX
HapyIICHUH, KOTHUTHUBHBIX M TICUXWYECKUX PACCTPOUCTB, OTATOIIEHHOTO
5 CEMEMHOro aHamMHe3a, a TaKKe HAIMYUE JKCIAHCHM TPHHYKJICOTHUIHBIX
CAG-noBTOopoB B JokKyce 4pl6.3 mo pesynbratam npsamoit JIHK-
JTUATHOCTHKU METOJ0M (dbparMeHTHOTO aHanu3a, MO3BOJISIET
JTUArHOCTUPOBATh Halmyue 0osie3Hu [ eHTUHTTOHA.
P Knunnueckuit tnarnos ycranoBiieH 1 000CHOBaH BEPHO.
Pl Knnangeckuit 1uar1o3 yCTaHOBIIEH BEPHO, OHAKO HET 00OCHOBAHUSI.
PO KiinHn4eckuil 1nar1os yCTaHOBJIEH HEBEPHO.
XapakTepHbIM Ui Oone3HW [@HTHHTTOHA  SBISETCS  MOCTETICHHO
B HapacTarolas MpeuMyIlecTBeHHas aTpousi:
5 M10JIOCATOro Tela
P OTBET COOTBETCTBYET 3TATIOHHOMY (ITOJIOCATOTO Tea)
B otBere ykazaHbl 0a3ajgbHble TaHIJIMHM, O€3 YTOYHEHHS] KOHKPETHOM
P1 CTPYKTYpPBI
PO Her otBeTa b0 110001 1pyroi OTBET
KakoB puck ynacnenoBanusi (B %) Oone3nu ['eHTuHrtrona y peOEHka B
B CEMbE C POJUTENEM, SIBIIIOIIMMCS T€TEPO3UTOTHBIM HOCHUTENIEM MYyTalluu
nanHoro 3aboneBanusa? OTBET 0OOCHYHTE.
50%
O6ocHoBanue: bonesnp ['eHTHHTTOHa— 3TO 3a00JIeBaHUE C AyTOCOMHO-
JOMHHAHTHBIM THIIOM HacienoBanus. Kaxnplii peOEHOK B ceMbe C
] poauTENEM, SIBJISIONIMMCS TE€TEPO3UTOTHRIM HOcUTeNeM myTtanuu bI', umeer

50%-HBI PHUCK yHACIEIOBaHUS MyTallUd dTOro 3aboyeBaHus (B ciaydae
TOMO3UTOTHOTO HocutenbcTBa MyTanuu bIT mocnennsas mnepenacres
Ka)XJIOMY MPEJICTABUTEIIO IIOTOMCTBA).




P2

OTBeT COOTBETCTBYET 3TATIOHHOMY

P1

JlaH npaBUJIBHBIN OTBET, HO HET 00OCHOBAHMS WJIM OHO HEBEPHOE

PO

Her otBeTa b0 110001 1pyroit OTBET

Ha Bospact nebrota Oone3nu ['eHTHHTTOHAa B TEPBYIO OdYEpEh BIUSCT?
(oTBeT OOOCHYIITE)

BennunHa CAG-3KcnaHcuu

Ob6ocuoBanme: Bo3pact nebiota BI' nMeer 00paTHO MPOMOPIHOHANBHYIO
3aBUCUMOCTh OT KojudectBa CAG-TOBTOPOB — 4eM HUX OOJbIle, TeM
paHbIlIe MOSBIAIOTCS CUMITOMBI 3a0oseBanus. Benmnunna CAG-skcnancun
omnpezenser Bo3pact nebiorta BI' mpumepHo Ha 56 % — ocTaromascs
BapuabeIbHOCTh MOXET OBITh  CJIEACTBHEM KaK BIHSHUS  HHBIX
TEeHETUYECKUX pa3Iuuuil (B TOM YHCIE MO3aMLU3M M CcOMaTHYecKas
HectabunbHOCTE CAG-TIOBTOPOB), Tak W JeHCTBUA (PaKTOPOB BHEIIHEH
Cpelpbl.

P2

OTBeT COOTBETCTBYET 3TATIOHHOMY

P1

JlaH npaBUJIBHBIN OTBET, HO HET 00OCHOBAHMS WJIM OHO HEBEPHOE

PO

Her oTBera nu6o m000ii apyroii oTBET

[Ipumenenue Terpabenasuna npu 00Jie3HN [ €HTUHTTOHA PEKOMEHIYETCS C
LENIBbI0 KOPPEKIMHU (OTBET 000CHYiITE):

Xopeun

O6ocHoBanue: J[lnsa koppekuuu xopeu Tipu Oone3Hu ['eHTHHTTOHA
pEeKOMEHAYeTC s TpUMEHEeHHe TeTpabeHa3uHa (Ipyu OTCYTCTBHH y MAIMEHTa
CYULIUJANbHBIX MPOSIBICHUN, Aucharuu, nenpeccuu, pa3apakuTeIbHOCTH,
arpeccud W WHBIX NPOTHBONOKA3aHWH K HAa3HAYCHUIO TETpaOCHA3MHA).
YpoBeHb yOEIUTENHHOCTH peKOMeHJanuid A (ypOBEHb JOCTOBEPHOCTH
nokaszarenbcTB — 1). OCHOBHBIM MEXaHHM3MOM JMCTBUSL TeTpabeHa3uHa
ABIIIETCS CEJIEKTUBHOE U OOpaTUMOe HMHTUOMPOBAHUE BE3UKYISIPHOTO
nepeHocunka MoHoaMHHOB (BITA) 2-ro THma, KOTOPBIA MIMPOKO
IPEJICTaBICH B TOJOBHOM MO3re (B YacTHOCTH, B IIOJIOCATOM Tele) M
y4yacTBYyeT B ULUTOIUIA3MAaTUYECKOM TpaHCHopTre JodaMuHa U €ro
JNENOHUPOBAHUM B CHHANITUYECKUX BE3UKYJax.

P2

OTBeT COOTBETCTBYET 3TAJIOHHOMY

P1

Jlan npaBUJILHBINA OTBET, HO HET OOOCHOBAHUS WJIM OHO HEBEPHOE

PO

Her oTtBera mubo no6o0ii Apyroit oTBET

O3HAKOMBTECHh C CUTYAIIMEN W JAWTE PA3BEPHYTBIE
OTBETbBI HA BOITPOCBHI

Kenmuna, 58 ner, oOpaTwnach K Bpady C JKajloO0aMH Ha OIIYIICHUS




OHEMEHWsI, X0JI0/1a, MOKAIBIBAHUS, KSHHS B CTOIIAX W XKTy4dre OOJIH B HUX,
YCUIIMBAOMIUECCA B HOYHOC BPEMSA U CTUXAIOMIUC ITOCIIC XO,Z[LGBI, a TakKxXe
JIETKYIO €1ab0CTh B CTOMAX.

N3 anamue3a: B TeyeHue 5 neT cTpamaeT apTepHalbHON TUIEPTEH3UEH,
TUIIOTEH3UBHBIE INpenaparbl NpUHUMAET peryisapHo. Okono 4 ner Hazaf
BBISIBJICHO HapyllleHHWE TOJEPAaHTHOCTH K IIOKo3e. B TeueHuwe stux et
TUETy HE COOJNIo/ana, YPOBEHb TIIFOKO3bl KPOBH HE KOHTPOJMPOBAA, K
BpayaMm He o0paranacs.

Oxoito nojiyroaa Haszal IOABUIIMCH JICTKUC OIIYHICHUA OHCMCHUSA U
MOKAJBIBAaHUSL B CTOMAaX, KOTOPHIE CO BPEMEHEM IOCTENEHHO YCHIUINCHh U
CTaJll CONPOBOXKAATHCS YMEPEHHBIMU OOJSIMM M JIETKOH cnabocTbio B
CTOIax.

IIpu ocMoTpe: coctosiHuEe yaoBieTBopuTeabHOe. MHaekc macchl tena — 35
kr/M2. KoKHbIe TTOKPOBBI YHCThHIC, OOBIYHOM OKpacKH. B Jerkux nbixaHue
BE3UKYJISIPHOE, XpUIIOB HET. TOHBI cep/iia mpurirymeHsl, putMudHbie. YCC
— 74 yn.B muH., AJl — 130/80 MM pr.ct. )KUBOT MSTKui, IpHU MajJbIaluu
0e300se3HeHHBI BO Bcex oTnaenax. [ledeHbp u cene3eHKa HE YBEITUYEHBI.
Ju3ypun Her. CHMITOM TIOKOJQYMBAHHUS IO TMOSICHUYHOW o0O0NacTu
OTPHULATEIbHBIMN.

B HeBponormyeckoM cTaTyce: CO3HAHHME SICHOE, B MeECT€, BPEMEHU U
COOCTBEHHOM JIMYHOCTH OpUEHTUpYeTcsa. UepenHble HEpBBI 0€3 MaToJIOTHH.
Cwna wmpimn D=S=5 06amnoB. Meimeunsiii ToHyc D=S. CyxO0XXHJIbHBIC
peduiekchl ¢ pyK M KOJeHHble D=S, axmwuioBBl OTCYTCTBYIOT.
[Tatomormveckux pednexcoB Her. B  mo3e Pombepra ycroiuusa,
NaJIbIIEHOCOBYIO MPOOY BBHINOJHSET MPAaBHIBHO C 00enx cTopoH. bonesas u
TEeMIEepaTypHass YyBCTBUTEIHOCTh CHID)KEHa C O00€MX CTOPOH C YpPOBHS
CcepelMHbI rojieHU. PaccTpoiicTBa MOYEHCITYCKAHNS OTPULIAET.

B anammzax: Hb 134 1/n, Dp 4,5%10*12/n, Jle 8,7*10*9/n, COD 8§ mm/u.
['moko3a kpoBM HaTomak — 8,2 MMOJB/J, KpeaTUHHH — 92 MKMOJIB/JI,
MoueBHHA 8,7MMoIb/ 11, ACAT 24 En, AnAt 22 En.

[Ipennonoxure Hanboee BEPOSATHBIN CUHAPOMAIBHBIN THAarHo3

B
5 XpoHHYecKasi TUCTANbHAs CEHCOMOTOPHAsI TOJTMHEBPOIIATHSI
P CuHIpOMaJbHBIN AUArHO3 MOCTABICH BEPHO
CUHIpOMANbHBIA JMArHO3 MOCTABJIECH HE MOJHOCTBIO: HE YKa3aHbl WU
P1 yKa3aHbl HEBEPHO TEUCHUE MOJIHMHEBPOIIATHH WU €€ XapaKTePUCTUKU
PO He ycraHoBiieH muarHo3 moJIMHEBPOIIATHN
B OO6ocHyiiTe CHHAPOMANBHBIN THarHo3
5 CuHIpOMaJbHBIN JJMarHO3 YCTAHOBJICH HA OCHOBAHMH )KaI00 MAllMEHTKU Ha

Krydue 0onM W OHEMEHHE B CTomax, COXpaHAIMIUECId B TCUYCHUC
HCCKOJIBKUX MCCAIICB, W BbBIABJIICHHBLIX IMPHU HCBPOJOTMYCCKOM OCMOTPC




HapyUIEHUMN: CHUKEHUE YyBCTBUTEIBHOCTH IO MOJIMHEBPUTUYECKOMY THUILY,
OTCYTCTBHUE aXHJUIOBBIX pPE(IIEKCOB C IBYX CTOPOH.

P2

Jlnaruo3 000CHOBaH BEPHO

P1

I[I/IaI‘HO?) 000CHOBaH HE IOJHOCTBIO: NEpCUUCIICHBI HC BCC YKAa3aHHLIC B
TEKCTC 3a1a4Y1 TUITMYHBIC CUMIITOMBI ITOJIMHEBPOIIaATHHN

PO

Jnarno3 He 000CHOBaH WM 000CHOBAaH HEBEPHO

[Ipenmonoxure u 00OCHYHTEe HambOONee BEPOSATHBIA ITUOJOTHUECKUN
JIMarHo3

YuuThiBasi XpOHUYECKOE TEUCHHUE MOJMHEBPONATUH, HAIUYHME B aHaAMHE3e
HapYyIICHUS TOJIEPAHTHOCTH K TJIIOKO3€ U MOBBIILICHUE YPOBHS caxapa KpOBU
HATOII[AK, HamOoJee BEposATEeH auarHo3: «Jlmaberudeckas XpoHUYECKAsS
JUCTallbHAsk CEHCOMOTOpPHAsI MOJIMHEBpoIaTus». Bo3MoxkHa dhopMynupoBka
muarnosa: CaxapHelid  quaber 2 Tuma, BIEPBBIC  BBISBICHHBIN.
Jnabetnyeckasi HOJTMHEBPONATHSI.

P2

Jlnaruos npeamnoiaokeH 1 000CHOBaH MPaBUIIBHO

P1

JluarHo3 TMpeArnoyiokeH BEpPHO, HO HE OOOCHOBAaH WM OOOCHOBaH HeE
HPaBHIBEHO

PO

JlnarHos He BepeH

CocraBbTe 1 000CHYITE TUTaH JOTIOJTHUTEIHHOTO 00CIeI0OBaHUS TAI[CHTA

1. I'ukeMuueckuii mpoduib, ypoBEHb MIMKO3WINPOBAHHOTO T€MOTJIO0HNHA
KpPOBH, KOHCYJIbTAIMS IHAOKPUHONIOTA — IS TOATBEPKACHHS AHArHo3a
caxapHoro nuabera u 1nadeTHYecKOro reHe3a MmoJIuHEBPOaTHH.

2. HccnenoBaHue riia3HOrO JHA W HCCIEeNOBaHUE (PYHKIHMH MOYEK, B TOM
YyHClie MHUKPOAIbOYMHH CYTOYHOM MOYM — Ui BBIABICHUS TaKHUX
OCJIOXKHEHHUH caxapHOro AuadeTa, Kak peTUHONATHs W/WiIK HeponaTus, Tak
Kak auabeTuyeckass CEHCOMOTOpHAs IMOJIMHEBPOIATUs B IOJABJISIOLIEM
OOJIBIIMHCTBE CIIY4aeB C HUMU COUYETACTCA.

3. Dnekrponeipomuorpadus (OHMI') ¢ pyk u HOT — I MOATBEPKACHUS
JMarHO3a MOJIMHEBPOIIATHH.

P2

OO6cnenoBanre Ha3HAYCHO M 0OOCHOBAHO BEPHO.

Pl

OOcnenoBaHKe HA3HAYECHO HE IIOJIHOCThIO, HO HaszHaueHo OHMIT wu
HCCJICIOBAHKE YTJIEBOJIHOTO OOMEHA.

PO

He naznauena DHMI u uccnenoBanue yrieBogHOro oOMeHa

Onuimure TAKTUKY BCACHUSA MAIUCHTKHA




1. Hopwmanuzamusi ypoBHS ITIOKO3bI B KDOBHU
35 i 2. Jleuenue _TOIMHEBPONIATHA:  BUTAMHHBI  [PYTIIIBI B, mnpenapatsl
TUOKTOBOM KHMCIIOTHI.
3. Cumnromaruyeckas Tepanusi: AQHTUKOHBYJILCAHTBI WIN
AHTHUJICTIPECCAHTHI B CITy4ae BBIPAKEHHOTO OOJIEBOT0 CHHIPOMA.
TakTuka BefeHUs MalKUEHTKU cHOPMYJIMPOBAHA BEPHO; MEPEUUCIIECHBI BCE
P2 - OCHOBHBIE I'PYIIIHI IPEMapaToB
TakTuka BeqeHUS B 1eoM C(HOpPMYIHpPOBaHA BEPHO, OJHAKO MEPEUUCICHBI
P1 - HE BCE TPYIIIbI TPENapaToB
PO i TakTuka BeeHUs: CPOpMyTUPOBaHA HEBEPHO
3. TIOKA3ATEJIM U KPUTEPUU OIIEHUBAHUS KOMIIETEHIIUA
3.1. Kputepun u mkaJjbl OlleHUBAHNS BHINOJHEHNS TECTOBBIX 3aJaHU I
Kon KauecTBeHHast o11eHKa ypOBHS MOJATOTOBKU [Ipouent
KOMITETEHIIUHT MPaBUJIbHBIX OTBETOB
bann OrneHka
VK-1, IIK-7 5 OtimmyHOo 90-100%
4 Xopo1io 80-89%
3 Y 10BIIETBOPUTEIIHHO 70-79%
2 HeynoBneTBopuTenpHO Menee 70%
3.2. Kputepun u mkaJja olileHMBaAaHUS 3HAHUI 00yYAOIIHUXCS
Kon OneHka 5 Onenka 4 Ornenka 3 OneHka 2
KOMIIE- «OTIUYHOY «XOPOUIO» «YIOBJIETBOPU- | «HEYIOBJIETBOPHU
TEHIIUU TEIbHO» -TeJILHOY
YK-1, | I'myGoxkoe TBepable 3HaAHUA 3HaHue He3nanue
[TK-7 YCBOCHHE MPOrPaAMMHOTO OCHOBHOTO 3HAYUTEIbHOU
IPOTrPaMMHOT0 Marepuania, Marepuana, 4acTH
MaTepuara, JIOTTYCTHUMBI JOITYCTUMBI MIPOrpPaMMHOTO
JIOTUYECKH HECYIIIECTBEHHBIE HETOYHOCTH B Marepuana,
CTpOIHOE €ro HETOYHOCTHU B OTBETE OTBETE Ha HEYMEHHUE JJaKe C
U3JI0KEHHE, Ha BOIIPOC, BOIIPOCHI, MOMOIIIBIO
JUCKYCCUOHHOCTb | IIPaBHJIBHOE HapylIeHue npernojaBaTens
JTAHHOU MPUMEHEHNE JIOTUYECKON chopMyIupOBaTh
po0OJIeMaTHKH, TEOPETUUECKHIX MOCIIEI0BATENbHO | IPABUIIbHBIC
YMEHUE CBSI3aTh MOJIOKEHUHN TIpU CTHU B U3JIOKEHUU | OTBETHI HA
TEOPHIO C pelIeHnr BOIPOCOB U POrPaMMHOTO 3aJlaBaeMble
BO3MO>KHOCTSIMU €€ | 3a]1a4, YMEHUE Marepuana, BOIIPOCHI,
IPUMEHEHHUS Ha BbIOMpATh KOHKPETHBIE | YMEHHUE peuiaTh HEBBITNOJIHEHHE
MpaKTHKE, METO/bI PEIICHUS MPOCTHIE 33J1a4l | IPAKTUYECKUX
cBoOOAHOE CJIOKHBIX 3a/1a4, Ha OCHOBE 3a/laHui
peuieHue 3a1a4 u WCIIONB3YS] METO/IbI 0a30BBIX 3HAHUI
obocHOBaHUE cOopa, pacuera, Y 3aJIaHHBIX
MPUHSATOTO aHanu3a, ITOPUTMOB
pelieHus, KJIaccu(puKanmm, JIEHCTBHH,
BIIaJICHUE UHTEpIpeTauu UCIIBITHIBATh
METOJI0JIOTHEN U JTAHHBIX, 3aTpyJHEHUS NpU




METOANKAMHU CaMOCTOSTENIBHO peuieHuu
UCCIIEJOBAHUH, MIPUMEHSISA MPaKTUYECKUX
METOAAMU MaTeMaTHYECKUI U 3a1a4
MOJIEJTUPOBAHUS CTaTUCTUYECKUI

anmnapar

3.3. Kputepuu u mKajaa OneHUBAHUA 3HAHUI 00y4arOLIUXCs NPH NPOBeIeHNH
NMPOMEKYTOYHOM aTTecTalMU B (popMe 3aueTa

«3AUYTEHO» — o0yuaromuiicsi JaeT OTBETHI Ha BONPOCHI, CBUJICTEIBCTBYIOLINE O 3HAHUH
U TIOHUMaHUM OCHOBHOTO MPOTPaMMHOr0 MaTepuaja; pacKpbiBaeT BoOINpochl [Iporpammbl 1o
JTUCLUIUIMHE BEPHO, MPOSIBISET CIIOCOOHOCTh IPaMOTHO HCIOJB30BAaTh JaHHBIE 00s3aTENbHOM
JAUTEepaTypsl 11 GOPMYIUPOBKH BBIBOJOB M PEKOMEHAIHNI; TOKA3bIBAET ACHCTBEHHbIE YMEHUS
U HaBBIKM; H3JIaraeT Marepuaj JIOTHYHO M TIOCJIEIO0BATENbHO; OOYYaIOIIUICS TOKa3bIBaeT
MIPUJICKHOCTh B 00yUYEHUU.

«HE 3AUYTEHO» - oOy4arommiicsi TaeT OTBETh HAa BOMPOCHI, CBUICTEILCTBYIOIIHUE O
3HAYUTENbHBIX Mpo0Oenax B 3HAHUAX MPOTPAMMHOIO Marepuana Mo AUCLHMIUIMHE; JTOMYCKaeT
rpyOble OMIMOKH MPH BHIMOJIHEHUH 3alaHUI WM HEBBIIOJHEHHUE 33aJaHUN; MOKAa3bIBACT MOJIHOE
HE3HaHWE OJIHOTO M3 BOIPOCOB OWJIeTa, JAeT CIYyTaHHBIA OTBET 0€3 BHIBOJOB M O0OOIICHMIA; B
nporecce 00y4eHHsI OTMEUAIOTCsl MPOIYCKH JIGKIMHA W 3aHATUH 0e3 YBaKHUTENbHBIX MPUYHH,
HEYJIOBJIETBOPUTEIIbHBIE OLICHKH 110 TEKYIEH yCIIeBaeMOCTH.



